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CuHapom KokkerHa — pefKoe reHeTu4ecKoe 3abosieBaHne U3 rpyrrbl CUHAPOMOB MPEXAEBPEMEHHOIr0 CTapeHMSs, CBSI3aH-
Hoe ¢ HapylweHuem penapauun [AHK. CuHapom XxapaKTepu3dyetcsi ayTOCOMHO-PELIeCCUBHBIM TUNOM Hac/eoBaHWs U Bbi3BaH
naTtoreHHbiMn BapnaHtammu reHoB ERCC8, ERCC6, XPB (ERCC3), XPD (ERCC2) n XPG (ERCC5). PacrnipoctpaHeHHOCTb
coctaBaseT 1 cayydan Ha 2,5 MIH HaceneHus. KnnHudeckasi KapTuHa rnposiB/sSeTCcs HapyleHneMm paboTbl HEPBHOM U cep-
[Ie4YHO-COCYAUCTON CUCTEM, OIMNOPHO-ABUIraTe/IbHOro arnrnaparta, TSXKe0M 3afepXKoW pocta U AePULMTOM Macchl Tena.
CpegHsisi NpoAoIKUTEIbHOCTb U3HM NaLmMeHToB BapbupyeT oT 5 go 30 et u 3aBUCUT OT TUMa U TAKECTU 3ab0/1eBaHMs.
[laToreHeTn4yecKoe ne4eHue He padpaboTaHo. B cTaTbe npeactaBieHbl Pe3ybTaThl NOCIeAHMX MCCAEA0BAHMI MO BONpOcam
ANarHOCTUKM n f1e4eHusi 3a60/1eBaHus.

KnwyeBble cnoBa: cuHApPoOM KOKKerHa, CUHAPOMbI [PEXAEBPEMEHHOIro CTapeHus, HapylweHue penapaunn [HK,
Y®O-usnyyerne

Ansa umtupoBaHusa: Kynrypuesa A.J1., Bute6ckasa A.B. lporepouaHbit cuHAPOM KoKKeWHa. Bonpocbi COBpPeMEHHOM

neanatpmmn. 2024;23(3):124-130. doi: https://doi.org/10.15690/vsp.v23i3.2767

BBEJAEHMUE

CuHapom KoKKkeilHa — pefKoe reHetndeckoe 3abosne-
BaHWe C ayTOCOMHO-pPeLEeCCUMBHbLIM TUMOM Hac/lefoBaHUs,
Bbl3BaHHOE MNaTOreHHbIMW BapuaHTamu B reHax ERCC8
(cvHapom THna A) 1 ERCC6 (cungpom Tuna B), a Takke
B reHax XPB (ERCC3), XPD (ERCC2) u XPG (ERCC5) [1, 2].
MocnepHue Tpu NPUBOLAT K PEAKOMY COYETAHUIO CUHAPOMa
KoKKelHa ¢ nurmeHTHOM Kecepoaepmoi [1, 3]. 3aboneBaHune
XapaKtepuayetca aHomasbHOM (GOTOYYBCTBUTENLHOCTLIO,
HU3KOPOC/IOCTLIO, MOPAaXKEHWEM LieHTpanbHOM U nepude-
PUYECKON HEPBHOM CUCTEMbI, KOTHUTUBHbLIM LebULMTOM,
a TaKXKe HapylweHnsIMun 3peHunsa u cnyxa [1—-3]. Kpome Toro,
cuHapom KOKKenHa accouMuMpoBaH C NpexaeBpeMEHHbIM
CTapeHueMm, B CBA3M C 4eM 3aboneBaHue OTHOCAT K rpymn-
ne cerMeHTapHbIX NPOrepouaHbIX CUHAPOMOB, Bbl3BaHHbIX
HapyweHunem penapauum AHK [4]. PacnpocTpaHeHHOCTb
coctaBnseT 1 cnydan Ha 2,5 MAH Hacenexus [1].

McTopus naydyeHma 3abonesaHusa Havanacb B 1936 .,
Korga aHrnuickun nepuatp JaBapa KokkenH (Edward
Cockayne) onucan aByx cubcoB (AeBoyKa 7 net 11 mec
M Manb4mMKk 6 net 3 mec) ¢ MUKpouedbanmen, HU3KOpPOC-
JIOCTbIO U AUCMIPONOPLMOHANbHBIM CTPOEHUEM, YMCTBEHHOM

Anastasiya L. Kungurtseva, Alisa V. Vitebskaya

OTCTaNOCTblO, CHUMMKEHMEM cnyxa W 3peHuss. OH HasBan
CcBOtO paboTy «KapanMKoBOCTb C aTpodUen ceT4aTKM U rnyxo-
Tom» [5]. Cnycta 10 neT, B 1946 r., 3aBapa KokkenH ony6-
NIMKOBan paboTy, NOCBALWEHHYIO HAGMIOAEHUIO 3a TEMU Ke
nauuMeHTaMu C MNpOorpeccupytollen noTepen cnyxa, 3pu-
TENbHbIMW HapYyLIEHUSIMU U KOHTPaKTypamu cycTaBoB [6].
Mo3xe, B 1950 r., aHrnunckune negnatpbl Mapusa AunHryonn
(Mary Dingwall) n KatpuH Hun (Catherine Neill) B cBoen
pabote «CMHAPOM, HaMOMWHaKLWKWKA NPOrepuio» onucanu
CUBCOB C MUKpoLiedanmen, KapJIMKOBOCTbIO, KalbLUHaTa-
MW TO/IOBHOIO MO3ra, 3afepP)KKOW MNCMXOMOTOPHOro pas-
BWUTKS, TYroyxoCTbl0 M BafiblycHOW Aedopmalmen cTon,
OTMETMB CXOACTBO KaK C ONUcaHHbiM B 1946 . CUHAPOMOM
KOoKKkelHa, Tak U C CMHAPOMOM XaTyMHCOHa — [Mndopaa
(netckas nporepusl). Bnocneacteum 3aboneBaHWe TakK-
e MNOoNy4yuMno HasBaHue «cuMHApoM Hun — [OuHryonn» [7].
B nekabpe 1995 r. BnepBble 6bi1 ONUcaH TPETUIN TUM CUHA-
poma HKoKKeWHa. BeHrepckue reHeTvku 3IHApto Yeuzen
(Andrew Czeizel) 1 Mapta Mapyanko (Marta Marchalko)
NpPeACTaBWAM OMUCaHWe NaUMEHTKM C XapaKTePHbIMU CUMI-
TOMaMu cuHapomMa KoKKeilHa, HO ¢ HOpMasbHbIM POCTOM
1 BbICOKMM YpOBHeEM MHTeneKTa (IQ 128) [8].
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Progeroid Cockayne Syndrome

Cockayne syndrome is a rare genetic disease from the group of premature aging syndromes associated with impaired DNA repair. The
syndrome is autosomal recessive, and it is caused by pathogenic variants in ERCC8, ERCC6, XPB (ERCC3), XPD (ERCC2), and XPG
(ERCC5) genes. Its prevalence is 1 case per 2.5 million people. The clinical signs include nervous, cardiovascular and musculoskeletal
systems impairments, severe growth retardation, and body weight deficiency. The average life expectancy of these patients varies from
5 to 30 years and depends on the disease type and severity. There is no pathogenetic treatment. This article presents the results of the
latest research on the disease diagnosis and management.

Keywords: Cockayne syndrome, premature aging syndromes, impaired DNA repair, UV radiation

For citation: Kungurtseva Anastasiya L., Vitebskaya Alisa V. Progeroid Cockayne Syndrome. Voprosy sovremennoi pediatrii — Current
Pediatrics. 2024;23(3):124-130. (In Russ). doi: https://doi.org/10.15690/vsp.v23i3.2767



MOJNEKY/NIAPHO-TEHETUMECKHUE

XAPAKTEPUCTUKH

CuHgpom KokkenHa tvunoB A u B Hacnegyetcs ayto-
COMHO-PELIECCMBHO M BbI3BaH OuannienbHbiIMW BapuaHTa-
MU B reHax ERCC8 (5912-q31) u ERCC6 (10q11) cooT-
BETCTBEHHO. MyTaumm moryt 6biTb OGHapYXeHbl MO BCen
nocnefoBaTe/lbHOCTW reHa W npeactaBieHbl MOYTU BCEMM
TMNamu (MHcepuwus, aeneuus, Mytaumm cawTta CrniamCuH-
ra, HOHCEHC- M MWCCeHC-myTauun). Mo pasHbIM AaHHbIM,
oT 62 go 80% cnyyaeB cuHapoma KOKKerHa Bbi3BaHO n3me-
HeHuamM reHa ERCCG6 [9, 10]. N3BecTHO TaKxe, 4To 6uan-
nenbHble BapuaHTbl B reHe ERCC6 aABnAOTCA NPUYMHOM
70% cnyyaeB LepebpooKynodaLMOCKENETHOro CuHApOMa
(aHrn. cerebro-oculo-facio-skeletal syndrome; COFS), koTo-
pbii UMEET CXOXME C CUHAPOMOM KOKKerHa KIMHUYECKHUE
NPOosIBIEHMS, B CBA3M C HEM HEKOTOPbIE aBTOPbI CHUTAIOT €ro
OAHUM M3 TUNOB CUHAPOMa KOKKeWHa, NposiBASIOLMMCS eLe
BO BHYTpUyTpPOGHOM nepuoge [11, 12].

MaToreHHble BapuaHTbl B reHax XPB (ERCC3, 2q14.3),
XPD (ERCC2, 19913.32) n XPG (ERCC5, 13q33.1) BbI3bl-
BAlOT pefKkue covyeTaHus cuHapoma KOKKenHa C MUIrMeHT-
HOM KCEpPOAEpPMON, a TaKKe XapaKTepHbl ANf cMHApOMaA
YyBCTBUTENbHOCTHU K YIbTPAOUONETOBOMY MU3MTYYEHMIO (AHT.
ultraviolet sensitivity syndrome; UVSS), KOTOpbIX, N0 MHe-
HUIO pa3HblX aBTOPOB, TaKXXe CUYMTAETCH 4acCTbio CMeKTpa
cuHppoma HKokkerHa [9, 12]. YcTaHOBMIEHO, 4TO YKa3aH-
Hble FeHbl KOAMPYKOT GENKK, y4acTBYIOLWIME B IKCLM3MOH-
HOM penapauuuM HyKIeoTnaoB (aHra. nucleotide excision
repair; NER) — yHMBepcanbHOM MexaHu3Me penapaluu
OHK. B Hopme aTh 6enku AencTBylOT B TaKOW nocnenoBa-
TEeNbHOCTM: Pacrno3HaloT MOBPEXAEHMEe — pPacKpyyYnBatoT
MoneKkynbl JHK — ygansioT oNnMroHyKneoTua, Coaepalinm
NOBPEXAEHHbIN HYKNE0TU[, — BOCCTAHaBIMBAOT HYKIEO-
TMaHyt0 nocnepoBatenbHocTb [13, 14]. Pacno3HaBaHue
NOBPEXAEHUN NPOUCXOAMUT MOCPEeAcTBOM nobasbHOM
reHomHon NER (aHrn. global genome nucleotide excision
repair; GG-NER), yaansiowen noBpexieHns Bo BCEM reHo-
Me, BK/OYas HETPAHCKPUOMPYEMYIO HUTb M «MOMYaLlyto»
CTPYKTYPY XpOMaTuHa, M TpaHcKpunumoHHon NER (aHrn.
transcription-coupled nucleotide excision repair; TC-NER),
yyacTBylOLEN B YCTPAHEHUN NOBPEXAEHUN B TPAHCKPUOHU-
pyeMblX y4acTkax reHoma [14, 15].

B natoreHese cuHapoma KokkernHa TC-NER npuHumaet
HenocpeacTBeHHoe y4vacTtue. [JoKasdaHo, 4To reHbl ERCCS8
n ERCC6 koagwmpytor 6enkn CSA (Cockayne syndrome A)
n CSB (Cockayne syndrome B) coOTBETCTBEHHO, HeEO0O-
xogumble ang ocywectBneHns TC-NER. B Hopme TC-NER
3anyckaetcsi octaHoBKon PHK-nonumepassbl Il (Mo gaHHbIM
pa3HbIX aBTOPOB, BO3MOXHO TaKe Bo3aencteue Ha PHK-
nonumepaasy | v lll) B oTBET Ha noBpexaeHHbIn yqacTok HK.
[anee 6enkn CSA u CSB BbiTecHstoT PHK-nonumepaasy,
a Ha nospexaeHHoMm ydactke AHK dopmupyetcs mynb-
TUOYHKLMOHANbHbBIA TPAHCKPUMUMOHHbLIM  GaKTop (aHm.
multi-functional transcription factor; TFIIH), KoHTponupy-
IOWMA M noadeprmBaiolmi paboTy renvkas — depmen-
TOB, pasjensiowmx Lenu aByxuenodvyeyHbix monekyn AHK.
IlurnpoBaHue chHOPMMPOBAHHOIO y4YacTKa OCYLLECTBASAIOT
OHK-nurasa |, JHK-nuraza llla 1 XRCC1 (6enok, asnsto-
LWMACSA MHTErpanbHbIM PErynsiTopomM 3KCLM3MOHHOW pena-
paummn ocHoBaHWM). [0 OKOHYaHMKM Mpouecca penapaunu
K AHK BHOBb npucoeaunHatotTca CSA n CSB, 1 TpaHcKpunuus
PHK-nonnmepasHbiM KOMMNIEKCOM npogomxkaerca [15, 16].

Mpn myTaumsix B reHax ERCC8 n ERCC6 y nauueHToB
¢ cuHapomoM KoKKelHa BO3HMKaeT AedeKT MexaHn3ma
3KCUM3MOHHOW penapauuy HyKNeoTnaoB, KOTOPbIM Bbl3BaH
NoBpPEXAEHNEM TPAHCKPUMUMOHHO akTuBHOM AHK ynbTpa-
dunoneToBbIM M3ny4yeHnem. Kak M3BECTHO, BCE MNaLMEHThI

C cuHApoMOM KOKKerHa WMMelT runepvyyBCTBUTENbHOCTb
K ynbTpadrOoNeToBOMY WI/yYEHUIO, a MNpPEeXAEBPEMEHHOE
cTapeHne o06ycnoBAeHO YynbTpadUoNeT-MHAYLMPOBAHHbLIM
nospexaeHnem AHK n npexgeBpeMeHHbIM anonTo3oM Kie-
TOK. Mpn 06ayveHnn ynstpadunonetom dGnbpo6aacTtoB KOXKK
60/1bHbIX C cMHAPOMOM KoKKelHa npouecc penapaunn AHK
3amepnsetcs [15-17].

B rpynne cWHAPOMOB MpPEXAEBPEMEHHOIO CTapeHus
cuHapom KoKkerHa o6befMHEH C MUIMEHTHOM Kcepoaep-
MOM W TPUXOTUOAUCTPOPUEN, MaTOreHe3 KOTOPbIX TaKKe
cBsasaH ¢ TC-NER [15]. OgHako cuHaApoMm KoKKenHa, B OTIu-
ynme OT ocTalflbHbIX 3ab60oneBaHWM 3TOM rpynnbl, HE accoum-
MPOBaH C BbICOKMM PUCKOM 3/10Ka4YeCTBEHHbIX HOBOOGpPa-
30BaHui, 4YTO CBA3bIBAIOT C MHIMOUPOBAHWEM KIIETOYHOIO
pocTa 13-3a anonTo3a KIETOK ¢ noBpexaeHHon HK [18].
B HacTosilLee BpeMs AaHHbIM BOMPOC OCTAEeTCs npeameTom
anckyceun [18].

CuHapom KoKKeWHa TakXe cBf3aH C MWUTOXOHApWasb-
HOW AucoyHKUMen. EcTb MHeHue, yTo 6enku CSB nomora-
10T PEKPYTUpPOBaTb, CTabwuan3uMpoBaTb W/WUAN yAepPKUBaTb
6e/lKM 9KCLM3MOHHOM penapauuuM OCHOBaHWW (aHrn. base
excision repair; BER) B penapauyoOHHbIX KOMMJIEKCaX, CBA-
3aHHbIX C BHYTPEHHEN MUTOXOHAPUaNbHON MembpaHou [19].
Mpegnonaraetcs, 4TO MNPU MNATONOMMYECKUX WM3MEHEHUAX
B reHe ERCC6 ¢deHoTMn 3abosieBaHUa 06YyCNOBAEH MWUTO-
XOHApWanbHOW AUCOYHKUMEN C MOBbIWEHHbIMKU MNOTPEOL-
NleHMemM Kucnopoga, MeMbpaHHbIM MOTeHUManom u npo-
JyKunen akTtuBHbiX dopm Kucnopoga (APK). Benok CSB
[enCcTBYeT Yepes penapaumio Hykneotuaos AHK, cBa3aHHyo
C TpaHcKpunuuen. [dedeKT Bbi3blBaeT aKTMBaUMIO MOAN-
Ad-pr6o3ononmumepassbl | (poly(ADP-ribose) polymerase 1;
PARP1). Monu-AQd-pnbo3nnmpoBaHne — 3TO 3HEeprosa-
TpaTHbIM NpoLEeCcc, NPUBOASALLNIA K YBENNYEHUIO NOTPEBNEHUS
ADK K, cnegoBaTtenibHO, K CHUMKEHMIO UX KonnyecTBa. YTo6bl
YyBENNYNUTb BbIPabOTKY 3HEPTMM B MUTOXOHAPUSAX, KNETKM
YMEHbLWAT KOAMYECTBO MWTOXOHAPMANbHbIX GENKOB. 3TO
BefeT K NoBbllWeHU0 MeMBpaHHOro NoTeHuunana 1, cneao-
BaTeNbHO, K yBenMyeHuto obpasoBaHusa ADK, KoTopble elle
6onblie nospexaatot AHK [20].

B 2023 r. 6binM ony6anMKoBaHbl pesynbratbl U3YyYeHUs
OHK reHoma ¢un6po6nacTtoB KOXW, BblAENEHHbIX Yy CEMU
nayMeHToB ¢ cuHapomom KoKkKenHa. BbiiBNeHbl 3Hayu-
TeNbHble M3MeHeHus meTunupoBaHusa [AHK B macwTtabax
BCEro reHoma, CyWecTBEHHO onepexallwmre KaneHaap-
Hbl (NacnopTHbIM) BO3pacT nauueHToB [21]. Kpome Toro,
OTMEYEHO pe3Koe yBeNMyeHne 3NUreHeTUYeCcKoro Bospac-
Ta dnbpobnacToB (6MOSIOrMYECKUI BO3PACT, OLLEHUBAEMbIN
B TOM YMCJi€ MO BbipaxeHHoCcTH meTunupoBaHunsa JHK) 6onb-
HbIX cMHAPOMOM KoKKenHa. [1pn cpaBHEHUU ¢ pe3ynbTataMu
nccneaoBaHui NauMeHToB C APYrMMKU CUHAPOMaMU Mpex-
AEBPEMEHHOIO CTapeHUss OBGHapYKEeHO, 4YTO 3nuUreHeTuye-
CKas curHatypa npu cuHapome KokKenHa 6amxe K dusmno-
NIOTMYECKOMY CTapeHUIo, YeM Yy MNauMEHTOB C CMHAPOMOM
XatymHcoHa — [mMndopaa wnm cuHapomom BepHepa, 4TO
Nno3BONSeT paccMaTpmBaTb CMHAPOM KOKKenHa KaK Moaenb
YCKOPEHHOro M3nonornyeckoro crapenus [21]. Mpu atom
M3BECTHO, YTO Y MaLMEHTOB C CUMHAPOMOM HKOKKelHa He
HapyleHbl A4anHa Tenomep (KOHLEBbIE YH4ACTKM XPOMOCOM,
ob6pasoBaHHble ogHouenoyvyeyHon [AHK u cocrtoswme u3
MHOXeCTBa MOBTOPSIOWMXCA €4MHUL, NOCNea0BaTeIbHOCTH
GGGTTA) 1/1Mnn aKTMBHOCTb TenomMmepassbl [22, 23].

KJIACCUOUKALIUA

McTopryecKkM BbIAENSaloT 4YeTbipe Tuha CcuHApoMa
KOKKeWHa, xoTa psaa uccnepoBaTtesniel nonaratoT, 4YTO YeT-
KUX pasnnynin mexay Tunamu Het [2, 24]. CyuTaeTcs, 4To
TMN | — 3TO KNacCUYECKUM BapuaHT CMHAPOMA, NpPU KOTO-
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POM OCHOBHbIE KIMHUYECKME NPU3HAKK 3a60/1eBaHUS BO3-
HUKAIOT Ha MEepBOM-BTOPOM FOAY MKMU3HW, CTEMNeHb TaKe-
CTM — ymepeHHas [2]. Tun Il — Taxenasa ¢opma CUHAPOMA,
npu3HaKkn 3aboneBaHna NMPoSBAAIOTCS C poXKaeHus [2, 25].
Mporpeccupytowen dopmon tmna Il cuHapoma KokkenHa
(MO0 MHEHWIO HEKOTOPbLIX aBTOPOB) ABASETCH LepebpooKyo-
daunockenetHbln cnuHgpom [12]. Tun Ill — Hanbonee nerkas
dopma cuHapomMa C MNO3AHUM HayanoM KIMHUYECKMX MpPo-
aBneHunn (nocne 2 net) [2, 25]. HeTBEPTLIM TUMOM CUHAPOMA
KoKKeWnHa cynTaeTcs ero coyetaHue ¢ NMUrMeHTHOW Kcepo-
O0epMon — KpanHe pefKoe COCTOSIHME C TSXKesblM Mporpec-
cupyloLmMm TeyeHrem [26]. B HacTosiLee BpemMs CYUTaETCs,
4yTO reHoTun cuHapoma KokkernHa tnna A (ERCCS8) nposBns-
etcs deHotunom Tuna I, a Tuna B (ERCC6) — dpeHoTunom
TmMna ll [27].

K/IMHUYECKASA KAPTUHA

U TEMEHUE 3ABOJIEBAHUA

Bblpa)eHHOCTb KIMHUYECKUX MPOSBAEHUM CUHAPOMA
KoKKeWnHa 3aBUCHUT OT TUNa 3aboneBaHus. Tak, npu tune |
NpU POXKAEHWW OTMEeYaloTCs MPEeUMyLLeCTBEHHO HOpPMasb-
Hble MaccO-pOCTOBble MOKa3aTtenu, cneunduyeckuin GeHo-
TMn otcytcTByeT. bonbHble npuobpeTatoT HaBblKM CaMo-
CcTosTENIbHOM X0AbObI, MPOrpeccupyeT pevyeBoe pasBuTHUE,
OAHaKO BMOCNEACTBMM OTMEYAETCH perpecc NCMxXxoMoTOpPHO-
ro passutua [1, 2, 34]. 3aboneBaHue NpPoABASETCS Ha nep-
BOM-BTOPOM rOfly KM3HW, XxapaKTtepunayetcs GOpMUpPOBaHU-
em cneundunyeckoro ¢peHotuna (Mukpouedanus, rnyboko
nocaxeHHble rnasa, «CMOPLLEHHas» KOXa, MMKpPOrHatus
HWUXXHEN YentoCTW, ANMHHbIE Nanblbl PYK W HOT), CBETOYYB-
CTBUTENbHOCTbLIO KOXM, CHUKEHMEM TEMMOB pocTa U Habopa
Macchl Tena (Mexay 5 n 22 MecC XU3HU) ¢ nocneayoulemn
TAXKENon 3agepxKon pocta (< 2,5 SD) n geduuntom mac-
Cbl, MPOrPECCUPYIOLLUM CHUKEHMEM Clyxa WM yXyalWeHWem
3pEHUS (B TOM YMCNEe pa3BUTUEM KaTapaKTbl), MOpaxKeHnem
LleHTpasbHOMN 1 NepndepuyecKkorn HEPBHOM CUCTEMbI, HapY-
lweHnemM paboTbl CEpAEYHO-COCYANCTON CUCTEMbI U OMOPHO-
ABuratenbHoro annapata. CpegHss MPOAOSIKUTENbHOCTb
WU3HKM — 16 net [26, 27].

Mpu TMNe Il B 601bWKMHCTBE Clly4aeB OTMevyatloTcs rnpe-
M MNOCTHaTanbHas 3ajeprKa pocTa, MuKpouedanus, npo-
rpeccupytowmn gedunLmT Macchl Tena, BpoXKaeHHas Katapak-
Ta, HeoHaTallbHble KOHTPaKTYpPbl MO3BOHOYHMKA M CYCTaBOB,
HEBPOJIOrMYECKME HAPYLUEHUS C TAXENON 3aJeprKKOW MNcu-
XOMOTOPHOIO Pa3BUTHSA, a TaKKe cneundmnyecknn deHoTmn
(MmuKkpouedanusg, 3anaswune rnasa). [llo mepe pocta 1 pas-
BUTUS COXPaHAOTCH TsKenbl AedUUnNT MacChbl U 3adeprKKa
pocTa C NPOrpeccupylolmMMM CUMATOMaMK M MpPU3HaKaMu
nopa*KeHns HepPBHOW U cepaevyHO-COCYANCTON CUCTEM, OMNop-
HO-ABWraTeNlbHOro annapaTta, HapylweHWs 3peHus W cayxa,
CBETOYYBCTBUTENbHOCTb KOXMW. CpefHas MNpofoIKUTENb-
HOCTb }XM3HU — oKono 5 net [1, 2, 27].

LlepebpookynodalMOCKENETHbIN CUHAPOM MaHWUbECTU-
pyeT npeHaTanbHO, ABASETCS TAXENbIM, MPOrPeCCUPYIOLLUM
BapuaHTom Tuna Il cuHapoma KokkenHa [11]. KnuHuyecku
NPOABASETCH TAXKENOW BHYTPUYTPOOHON 3adeprKKOW pocTa,
npeHatanbHON MUKpoLedanmen, apTporpMno3om ¢ nocne-
aylouwen noctHaTallbHOM 3adepXKoW pocta u aeduumToM
Maccbl Tena, BPOXKAEHHOW KaTapaKTon, MUKPOrHaTUeEWn, Cru-
6aTeNbHbIMW KOHTPaKTypamMu NOKTEBbIX M KOJEHHbIX CyCTa-
BOB, reHepannM3oBaHHbIM ocTeonopo3oM. Kak npaBuno,
nauneHTbl NornéatoT B nepsble 3 roga »u3Hu [11, 12].

OCHOBHble cuMnTOMbI cnHapoMa KokkenHa tuna Il npo-
SBASAOTCSA nocne 2-neTHero Bo3pacTta, 4acTo B NOAPOCTKO-
BOM nepuoge [1]. OTmevaeTcs 3agepyKKa pocTa C Nerku-
MU HEBPOIOrMYECKUMU HapyLUEHUSIMWU, NMPOrPeCCUpYoLLEN
aTaKCUen U CBETOYYBCTBUTENIbHOCTBIO KOXW. MI3BECTHO, YTO

npu T1ne lll 3a6oneBaHnsa BO3MOXHbl HOPMallbHOE pevyeBoe
pa3BUTUE M COXpaHEeHUe nHTennekKTa [28, 29].

CoyeTaHMe MNUIMEHTHOW KcepoaepMbl M CUHAPOMa
KoKKenHa oTnnyaeTca onpeaeneHHon Koppensumen «reHo-
T™MN — PeHoTUn». TaK, Npu reHeTUY4eCKMX BapuaHTax B reHe
XPB (ERCC3) nauueHTbl MMeloT 6onee nerknn deHotmn
3aboneBaHusa: 3anaBlKWe rnasa, KpYKoobpasHbiM HOC,
MUIMEHTHbIE U3MEHEHUS KOXM, HOpMalbHble POCT M Mac-
ca, r'MNOoroHaamM3m, BbipaxKeHHas MO3AHAS Herponatus co
CMELaHHbIMW  4EMWENUHUBUPYIOLLMMU U aKCOHaNbHbI-
MU MPU3HaKaMK1, y HEKOTOPbLIX GONbHbLIX Pa3BMBaETCA pak
KOXXW. lMpoagonxutenbHocTb Xn3un — = 50 net [30, 31].
Mpn myTtaumax B reHe XPD (ERCC2) oTmevaeTcs Taxenbln
deHoTMN 3ab0sieBaHUs, XapaKTePU3YIOLWNNCS 3adepHKKon
BHYTPUYTPOOHOIro pa3BuTUSA, NpeHaTalbHOM MUKpoLedanu-
el, KPUNTOPXM3MOM, BPOXKAEHHON KaTapaKToW, TsenbiMu
HapylWeHUs MK paboTbl HEPBHOM CUCTEMbI, MUTMEHTHbLIMMU
U3MEHEHUAMMU U aTpoduer Koxu. OnucaHbl ciydaum pas-
BUTUS MHOXECTBEHHbIX Onyxosnen Koxu. CpefHsas npogon-
YUTENbHOCTb XU3HU HensBecTHa [32]. MyTauuu B reHe XPG
(ERCC5), TaK »*e Kak 1 B reHe XPD (ERCC2), Bbi3biBaloT
pasBuUTUE TAKENoro geHotuna 3abonieBaHUs C MOXOKUMU
KIMHUYECKMMU NPU3HAKaMu, OAHAKO CyLLecTBYET Mano AaH-
HbIX 06 OMyX0neBbIX Mpoueccax KOXW npu gaHHon dopme
cuHapoma KokkenHa [32].

HapyweHue cnyxa

HenpoceHcopHas TyroyxoCtb — OAWH U3 [MaBHbIX KIUHU-
YEeCKMX CMMMTOMOB cuHApOoMa KOKKenHa, onucaHHbIM ele
3aBapaom KokkenHom B 1936 r. [5]. BblparK€HHOCTb CHM-
KEHUS cyXxa HanpsiMylo cBsi3aHa C TAXKECTbIO KIMHUYECKMX
NPOSBAEHUA U TUMOM CUHAPOMA. Y OGO/bLIMHCTBA NaLUEeH-
TOB CHUWXEHME c/lyxa OTMeYaeTcsl Ha BTOPOM-TPETbEM roay
M3HM C NOCneayLWmMM nporpeccupoBaHneM. Mpu Taxxenom
TEeYeHWW CUHAPOMa HabnaaeTCcs HeoHaTanbHasa noteps ciy-
xa. [1pn 6onee nerkom Te4eHuu, HaobOopPOT, CHUKEHUE CryXa
MOXET MaHUPecTMpoBaTb OTHOCMTENbHO MO34AHO — B Noa-
pocTKoBOM Bo3pacTe [25, 33]. lMaTtoreHe3 noTepu chayxa
B MOJSIHOM Mepe He U3yyeH. B uncne npuynH oTmeyatoT nopa-
JKEHWE BOJIOCKOBbLIX K/IETOK YIUTKKU, MOPaXKeHWe CryXoBbIX
nyTen CTBONA MO3ra, 3aMea/IeHNe Uan OTCYTCTBME CYXOBbIX
peaKkuun ctBona moara [1, 34].

HapyweHue 3peHus

Mpn cnHapome KOKKerHa onucaHbl BpoXAeHHas KaTta-
pakTa, AUCTpOdUS ceTyaTKMU, aHodTanbMm, aTpodus 3pu-
TeNbHbIX HEPBOB, HUCTarMm, nceBgonanuano3gema, Kcep-
odTanbmus, Kocornasue, AasbHO30PKOCTb M MOMYTHEHME
poroBuubl. BpoxaeHHas KaTapaKkrta v guctpodus cetyart-
KW SIBASIIOTCA KNaCCMYECKUMWM MPOSBAEHUAMU CUHAPOMA
KOKKeWHa 1 UMeIOT pa3Hble CPOKM MaHubecTalmmn B 3aBu-
CMMOCTM OT Tuna 3aboneBaHusa [1, 35]. KaTtapakrta, npo-
ABAaoWancs B nepsble 3 roga »XWM3HW, — MNPU3HaK ner-
KOW WNM YMEpPEHHOW TaXecTn 3aboneBaHus. HanpoTus,
BPOXXOEHHAa KaTapaKrta — npeauvktop tvna Il cuHapoma
KokKkenHa. OnepaTMBHOE BMelWaTeNbCTBO MO YAAJIEHUIO
BPOXXOEHHOW KaTapaKTbl B NepBble 3 MeC W3HWU cyle-
CTBEHHO CHMWXXaEeT PUCKM Mporpeccupylollen notepu 3pe-
HWUS, OAHAKO MOXET MPeACTaBAATb TEXHUYECKME TPYAHOCTH
13-3a aHodTanbMa [36]. Mocne onepaunn y 60/bLIMHCTBA
nauneHToB pa3BMBaeTCs MOMYTHEHWE 3aHEN YacTuK XxpycTa-
fIMKa, 4TO MOXET notpeboBaTb MOBTOPHOrO ONepaTMBHOMO
BMellaTenbcTBa [36]. 3a4acTylo Ha3HaYeHne UHTPaoKyNsp-
HbIX IMH3 HEBO3MOXHO M3-3a aHAaTOMMWYECKUX aHOMauM,
B CBSI3M C YEM BO3MOKHa TO/IbKO O4KOBas KoppeKuus [37].
Eule 0oaHMM KIaCCUMYECKMM HapylleHMem Mpu CUHAPOME
KoKKenHa aBnsaeTcs guctTpodus cetyaTtku, Kotopas B 60/b-



LUMHCTBE Cy4aeB NPosBASETCS aHOMabHOM MUrMeHTaLmen
TMNa «CoMb C Mepuem» U MPOrpeccupyeT Ha MPOTHKEHUU
BCEW M3HM nauneHToB [33].

HepBHas cucrema

3HauuTeNnbHasa 4acTb KIMHUYECKMX NPOSABIEHUI CUHAPO-
Ma KOKKelHa npeactaBneHa HEBPOJSIOTMYECKMMU Hapylue-
HUSIMWU, KOTOpblE BO MHOTOM ONPEAENsIoT TAKECTb TeYeHus
3a6oneBaHus. OgHUM U3 KNacCUYECKUX NPosBAEHUN deHo-
TMna npu cuHgpoMe KoKKenHa fABnsetcs MuKpouedanus.
B 60nbLKMHCTBE Cy4aeB MNpU POXKAEHWU OTMEYaeTcs Hop-
MasibHasi OKPYKHOCTb FON0BbI, @ MUKpoLiedanuns NposBnseT-
€A B npoLecce pocTa U pa3BUTUS BCEACTBME HU3KMUX TEMMOB
YBENYEHUSA OKPYXHOCTU TFOfIOBbl A0 MOJIHOM OCTAHOBKM
B Bo3pacte Ao 2 net [37]. CpedHssi OKPYXHOCTb FOM0BbI
nauneHToB € cuHaApoMoMm KoOKKelHa Tuna | 3HayuTenbHo
HUXKe HopMbl [37]. MuKpouedannsa Npu poXKAeHUU cBuae-
TENbCTBYET O TAKENOM TeYeHun 3aboneBanus [37].

TunNMYHbIM ANS NauneHToB ¢ cuHapomom KoKKenHa
ABNSETCA MNEPBUYHOE MOBPENKAEHME ONWUIOAEHAPOLUTOB
M WBAHHOBCKMX KeTok (nemmoumtoB) [38]. C TeyeHuem
M3HW BO3HMKAIOT TO4YEYHasa NoTeps MUENUHa («TurpongHas
nenkoguctTpodus») U cerMeHTapHas AeMUenMHu3npyoLlas
nepudepunyeckas Henponatusa [38]. Jlenkoguctpodusa pas-
BMBAETCA B KOpe rOM0BHOMO MO3ra, MO30/MCTOM Tene,
BHYTPEHHEN Kamncyfne rojloBHOMO MO3ra, MeHee 3aTparu-
BaeT MO3XEYOK WM CTBOJ FO/I0OBHOrO Mo3ra. [onHoe oTcyT-
CTBME MWENUHU3aUMK HabnogaeTcs npu TSXeNoM Tune
cuHapoma KokKelHa v ero noatMne — uepebpooKkynoda-
unockenetHoMm cuHgpome [1, 11]. Kpome Toro, npu mar-
HUTHO-PE30HaHCHOW ToMorpadun rofoBHOrO Mo3ra y 60/b-
WwnHeTBa (00 95%) nmaumeHToB € cUHApOMOM KoKKenHa
MOXeT OblTb O6Hapy)KeHa ABYCTOPOHHSAS KanbLUWdUKaLus
6a3a/bHbIX raHrnmMeB, 3yb64yaToro sapa W MNOAKOPKOBOro
6enoro BellecTBa, B 60/MbLIMHCTBE C/ly4aeB pa3BuBatolLa-
aca nocne 3 net xu3Hu [38, 39]. TeyeHne 60/1€3HMN COMpPO-
BOXJaeTcs nNporpeccupyolen atpoduen ronoBHOro mMoara,
HapacTaHMeMm nepudepruyecKon HermponaTnun, NPUBOASLLEN
K MbILLIE€YHOW MMNOTOHUKU, HEMPOrEHHOMY MOYEBOMY My3bIPIO,
runep- n apednexkcunun, CyaopoxKHbIM pacCcTponcTesam U Tpe-
MOPY; BO3MOMHbI MHCYAbTblI U Cy6aypasibHble KPOBOM3NUSA-
HUS, BEHTpUKynomeranus [38, 40].

Taenble nopaxeHWs HEepBHOW CUCTEMbl, OCOBGEHHO
B COBOKYMHOCTU C MOPa¥EeHMEeM cryxa U 3peHusl, NpuBoaaT
K dopmMMnpoBaHUIO MNporpeccupyollen KOrHUTUBHOM AWC-
GYHKUMM 1 ymcTBEHHOM oTcTanocTtu [1, 38, 40].

CeppaeyvHo-cocyaucTan cucrema

Y nauMeHTOB 4YacTo OTMEeYaeTCcsl aTepoCKIepo3, XapaK-
TEPHbIV AN BO3pacT-acCoLMMpoBaHHbIX 3abonesaHumn [41].
OnucaHbl cnyd4an GUOPO3HbIX U KanbLUMDULMPYIOLMX BACKY-
nonatun, apTepuanbHOW TUNEpPTEH3UKU, Kapauomuona-
TUKM, pacluMpeHne aopTbl. Bo3pacTHble M3MEHEeHUs cocy-
OB TO/IOBHOrO MO3ra He3HauyuTeNbHbl, OAHAKO TAXKeNblv
aTepo- W apTepuoNioCKNepo3 MOryT cTaTb MPUYUHOMN
nmHcynbta [38, 41].

OnopHo-ABUraTesibHbli annapar

Y Bcex 60/bHbIX HaGNOAATCA KOHTPAKTYPbl KPYMHbIX
WU MENKMX CyCTaBOB, KUPOCKONMO3. [1pK TAKENOM TUNEe CUH-
apoma KOoKKelHa oTMevaloTcsi HeoHaTaNbHble KOHTPaKTypbl
NO3BOHOYHMKaA M cycTaBoB [1, 24].

JHAOKPUHHaRA cucTema

HapyweHunsa pyHKUMIA runotanamo-runodusapHom cucre-
Mbl, LWWTOBMAHOM >Kenesbl M HaAMNO4Ye4YHUKOB Y 6GOJbHbIX
Cc cuHApomoM KoOKKerHa He onucaHbl. [pu nerkom Tede-

HWUU 3a60NeBaHNS U JOXUTUM A0 NOAPOCTKOBOro Bo3pacTa
nosiBNIeHne BTOPUYHbLIX MOJSIOBbIX MPU3HAKOB MPOUCXOAUT
B COOTBETCTBYIOLLME BO3PACTy CPOKK. MimeeTcs eauHUYHOEe
onucaHWe poXAeHus pebeHKa MauueHTKOW C CUHAPOMOM
KokkenHa [41].

3y6oueniocTHas cucrema

Y 60/blIMHCTBA MNaLMEHTOB OTMEYaloTCA pas3finyHble
3y604eNOCTHbIE aHOManuW: PEeTPOorHaTus, MWUKPOrHaTus,
BbICOKO M30rHYTOE Y3KO€E HEGO, CKYYEHHOCTb 3y60B, T’MMNOA0H-
TMS (NPEUMYLLECTBEHHO OTCYTCTBME MOCTOSIHHOrO GOKOBOro
pe3ua, BTOpPbIX MPEMONAPOB), pe3lbl OTBEPTKOOGpPa3HOM
$OpPMbl, MMKPOLOHTHUS, PaanKyNOMEranuns, MHOXECTBEHHbIN
Kapuec 3y60B (CBfI3aH MPeUMyLEeCTBEHHO C aHOManuaMu
amManu) n runonnasus amanu. NpopesbiBaHne 3y60B 06bI4HO
NPOMUCXOAUT B COOTBETCTBYIOLLME BO3PACTy CPOKU [42].

MuweBapuTenbHaa cuctema

Y nauneHToB ¢ cMHAPOMOM KOKKenHa onucaHbl ractpo-
330dareanbHasn pedntoKcHas 60/1e3Hb, NOpaxKeHne neye-
HW, Bapbupylowee OT YMEPEHHOrO MOBbLIWEHUS YPOBHSA
NnevyeHoYHbIX GEPMEHTOB [0 XofiecTaTU4ecKon 605e3Hu
NnevyeHn U NeYeHOYHO-KIeTOYHOM HegocTaTtodHocTH [1, 2].
OnucaHa cepus cnyv4aeB pa3BUTUS OCNOXKHEHWIW CO CTOPO-
Hbl MWLEBAPUTENbHON CUCTEMbI Y NALMEHTOB C CUHAPOMOM
KoKKelHa, npMHUMaBLLUMX MeTpoHnaason. Y 8 naumeHToB
(8% oT BCEW KOropTbl) mocne TepanuM MeTPOHWOA30/10M
pasBuiacb ocTpas NnevyeHo4YHas HeoCTaTOYHOCTb, B 3 Ciy-
Yyasix — C feTaNbHbIM UCXOA0M. MIHTEpBan Mexay nepBoHa-
YaNnbHbIM BBEAEHMEM MpenapaTta U CMepPTblO COCTaBWA OT
6 0o 11 cyt. MexaHn3M renatoTOKCUMYHOCTU HEU3BECTEH.
B HacTosiuee Bpems cuHapom KOKKeWHa paccmaTtpuBa-
eTcsl KaK abConoTHOE NPOTUBOMNOKa3aHMe K NMPUMEHEHUIO
MeTpoHuaasona [43].

DyHKUUSA NOYEK

MpumepHo y 60-70% nauMeHTOB OTMevatoTcss 3abo-
nesaHus novek [44, 45]. OnucaHbl cnydanm runepodunbt-
pauuun, MUKpoanbbyMUHYpPUK, runepanbgocTeEPOHM3Ma 6e3
NOYEeYHOM HEefOCTaTOYHOCTM WMAM CTEHO3a MOYEYHbIX apTe-
PUIA, KUCTO3HO-04aroBOro CErMEHTApPHOro roOMepynocKle-
po3a, apTepnockieposa, TydynoMHTepCTULMaNbHOro Gnbpo-
3a U KaHanblLEeBOW aTpoduu; noyeyHas HeAOCTATOYHOCTb.
lMporHo3 Ans »WU3HWM NpU pasBUTUM 3aboneBaHWSA MNOYEK
y 60JIbHbIX C cMHAPOMOM KOKKenHa KpawHe Hebnaronpwu-
ATHbIN [45-4T].

Ha cerogHsalWHWM OeHb onpeaeneHbl AUMarHoCTU4ecKue
KpuTepun cuHapoma KoKKeWHa, M3 KOTOPbIX OCHOBHbIMMU
(«6ONbLINMWNY) KPUTEPUAMKU SABNAIOTCA MNpPOrpeccupytowas
MUKpouedanus, 3ageprKka pocta M NCUXOMOTOPHOro pas-
BUTKSA, @ BTOPOCTENEHHbIMU («ManbiMn») — MPOrpPeccupyto-
LLasi HEMPOCEHCOPHAs TYroyxoCTb, MMIMEHTHas peTMHoNaTHA
W/WNKN KaTapaKTa, KoxKHas poTo4yBCTBMTENbHOCTb, FTMNonaa-
319 amManu U aHodTanbMuga [1].

AUOOEPEHLUANIBHASA AUATHOCTUKA

Ha Haw B3rnag, aouddepeHunanbHas AMarHoCTUKa
C CMHOPOMOM XaTymHcoHa — [undopaa, cuHagpomom bnyma
M CMHAPOMOM PoTMyHAa — TOMCOHa HEBO3MOXHa BBUIY pas-
NMYUM natoreHesa, GeHoTuna, KIAMHUYECKUX MNPOSBIEHWH
3ab051eBaHni, NOAX0A0B K HAaBNIOAEHMIO U IeHYEHMIO, MPUTOM
YTO NEepeynceHHble CUHAPOMbI TaKXKe OTHECEHbl K CUHAPO-
MaM MpeXaeBpeMeHHOro crapeHus. AuddepeHunanbHas
[JMarHocTnKa cuHagpoma KoKkenHa npoBoAMTCS C CUHAPOMOM
YyBCTBUTENBHOCTU K YNbTPadUONETOBOMY M3NYHEHWUIO, MUT-
MEHTHOW KcepoaepMon, cuHapomoM AnKapan — [yTbepeca
n cnuHgpomom CekKkens.
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CUHAPOM YyBCTBUTEJ/IbHOCTHU

K ynibTpaduoneTtoBomMy U3ny4eHuto

YnerpaopdaHHoe 3aboneBaHue, CBA3aHHOE ¢ Guannenb-
HbIMW BapuaHTaMu B reHe UVSSA, npuBoasimMmm K aedu-
uMTy penapaunn JHK. MocnegHnin cBsizaH ¢ TPAHCKPUNLM-
en u unccedenneM Hykneotngos (TC-NER), ycTtpaHsiowmmu
nospexaenus JHK B akTMBHO TpaHCKPUOUpPYyeMbIX reHax [48].
Mpn cuHApoME 4yBCTBUTENBHOCTU K YNbTpaduonetoBoMy
M3NYy4EHUI0, B OTINYME OT cMHAPOoMa KoKKerHa, He 0TMEeYEeHO
c/ly4aeB HEBPONOTMYECKMNX HAPYLLUEHUIW, OTKIOHEHUI B pas-
BUTUM WM OHKOSIOrMYecKux 3abonesaHuin. B 2005 r. 6bi10
BbIABMHYTO npeanonoxexHve, 4yto CSB-KneTtkn, B oTanuyue
oT UVSS-KNeToK, MCMbITbIBAIOT CMOXHOCTM B peakTMBaLuu
NOBPEXAEHHbIX MNa3MUA OKUCAUTENbHbIMW OCHOBAHWSIMM,
4TO 06bACHAET AaHHble pa3nuyua [49, 50].

B 2022 r. 6bina ucnonb3oBaHa cuctema CRISPR-Cas9
(cuctema pefakTMpoBaHUA reHomMa) ANs paspyleHns 3K30-
Ha 1 reHa UVSSA B /IMHWM KNETOK 3MOGPUOHANIbHON MOYKM
yenoseka HEK293 [51]. HokayTMpOBaHHbIE KIIETKM MNPO-
[EMOHCTPMPOBaNM MpeAcKa3aHHylo 4YyBCTBWUTENbHOCTb
K NoBpeXaeHUaM, 6/TOKMPYIOWMM TPAHCKPUMLMIO, BbI3BaH-
HbIM yNbTpadMONEeTOBbIM M3/y4YEHUEM, TOYHO TaK e, KaK
B K/ETOYHbIX JIMHUAX MaLMEHTOB C CuHAPOMOM KOKKenHa.
OcTaHOBKa TPaHCKPUMNUMKU B JIMHUW KNETOK C HOKAayTOM
UVSSA npuBena K ATM- (CepuH/TpeoHMHOBas MPOTEWUH-
KnHasza) -3aBucumomy dochopunnpoBaHuio H2AXx (rMCToH
penapaunn OHK) v 3agepke cuHtesa JHK, ycTtpaHsemown
nHrnéutopom ATM. [MoTtepsi 6enka UVSSA He noBbliwana
YyBCTBUTE/IbHOCTb K OKMWCIUTENbHOMY MOBPEXAEHWUIO WK
K MHruébutopam nonu-Ad-pnb6o3ononmMmepasbl, B OTaM4ME
OT KNIEeTOK 60JIbHbIX C CUHAPOMOM KoKKenHa [52].

NMurmeHTHaA Kcepogepma

Peakoe 3aboneBaHune ¢ ayTOCOMHO-PELLECCUBHBbIM TUMOM
HacnegoBaHWs, CBAA3aHHOE C MyTaumsamu B reHax XPA,
XPB (ERCC3), XPC, XPD (ERCC2), XPE (DDB2), XPF (ERCC4),
XPG (ERCC5) n XPV (POLH) [51].

KnuHWyeckne nposiBNEHUA MUTMEHTHOW KcepoaepMbl
HanpsMylo 3aBUCAT OT TUMNA MyTalMW, a TaKXKe TaKecTu
W AUTENbHOCTM BO3AENCTBUSA CONHEYHOro ceeTa [51]. MaHu-
decTupyeT 3aboneBaHune B cpeHeM ¢ 2 N1eT, HO NpeacTaBe-
Hbl OMMCaHWUSA COMTHEYHbIX OXKOroB Y NaLMEHTOB C MUIMEHTHOM
KcepoaepMow v B nepBble Heaenu xu3snu [51, 53]. Peakuus
Ha COMHEeYHbIM CBET B GOJbLUIMHCTBE Cly4yaeB MposiBASETCS
MHOXECTBEHHOW BECHYLIYATON NMUIrMEHTaLMEN Ha OTKPbITbIX
yyacTKax Koxu [51, 53]. lNpu oTCyTCTBMM 3alUTbl OT COMHEY-
HOr0 M3/ly4eHUs oTMeYaeTcs NosiBieHMe NpU3HaKoB PoTo-
CTapeHUst KOXKW — MpOorpeccupyiolme cyxoctb, orpybneHue
N aTPODUYHOCTb KOXHbIX MOKPOBOB, MX FMMNep- U rMnonur-
MeHTauua [51, 53].

B otnnyne ot cuHapoma KoKKenHa, MMrMeHTHas Kcepo-
[epMa XxapaKTepu3yeTcs BbICOKMM PUCKOM Pa3BUTUSA OHKO-
NIOrnyeckunx 3aboneBaHni. PUCK HEMENaHOMHOIO paka KOXu
npu gaHHoM 3aboneBaHuu B 10 TbiC. pa3 Bbile, YEM Y 310-
poBbIx ftogen [54]. Nommumo atoro, otmevaetcs 50-kpaTHoe
yBeNMYEeHNE PUCKa Pa3BUTUSA BUCLEPaNbHbIX 3/IOKa4eCTBEH-
HbIX HOBOOOpPA30BaHWM, OCOOGEHHO LIEHTPaNbHON HEpPBHOWM
cuctembl [54]. BbICOKMM SBASETCA U PUCK Pa3BUTUS MIIOCKO-
K/IETOYHOrO paka KOHYMKa s3blKa [54].

Boapgencreune conHe4yHOro ceeTa Npu NMrMEHTHOM Kcepo-
[lepMe BbI3blBaEeT NoOpaXKeHne opraHoB 3peHus. PasBnBaeTcs
TSOKENbIK KepaTuT, NPpMBOASALWMI K MOMYTHEHUIO U BaCKy/s-
pU3aLnn POroBULLbI, @ TaKKe K PasBUTHIO 310KA4YECTBEHHbIX
HOBOOGpPa30BaHU BEK U MenlaHoOMe rasa [55]. Y 60/bLWnH-
CTBa NaLuMeHToB HabnoJaeTcs cBeT06043Hb [55].

Y 30% nauMeHToB OTMEYaloTCsd HEBPOJSIOrMyecKas cuMmn-
TOMaTuKa M YMCTBEHHas oTcTanocTb [56]. HeBponormnyeckne

HapyLeHWsa ABAAIOTCS pe3ynbTaToM NporpeccupytoLLen aere-
Hepauuu HEMPOHOB, YTO BMOCNEACTBMM MPUBOAUT K HENPO-
CEHCOPHOW rnyxoTe, aTakcun, apednekcuun, Mukpouedanmm
M YMCTBEHHOM OTCTaNOCTU, YTO XapaKTePHO W ANS CUHAPO-
Ma KoKKeWHa. Y nauueHTOoB C MaToreHHbIMW BapuaHTamu
B reHax XPC, XPE n XPV peaKo HabnogatTcs CUbHbIE peak-
LMW Ha CONTHEYHbIE OXKOMU 1/UNKU HEBPONOrMYECKME HapyLle-
HUWS, 4TO CBSA3AHO C UX 0COBEeHHbIM BansaHuem Ha NER [56].

CuHppom Aikapau - lytbepeca

Penkoe HenpopereHepaTMBHOE HacneACcTBEHHOE ayTo-
MMMYHHOEe 3a60oneBaHue, CBA3aHHOe C HapyleHWem oTBeTa
Ha WHTEPhEPOH MPU BUPYCHbIX MHGMEKLMAX M Bbl3BAHHOE
reHETUYECKMMU U3MEHEHUAMN B reHax TREX1, RNASEH2A,
RNASEH2B, RNASEH2C, SAMHD1, ADAR, IFIH, LSM11,
RNU7-1 [57, 58]. KnuHUYecKMe nposiBNAEHUs BKIOYAlOT
B ceba 3a[eprKKy MNCUMXOMOTOPHOrO Pas3BUTWUS, Mporpec-
cUpyloLwy MuKpouedanuio, KanbUunbuKaumio 6a3anbHbixX
raHrnMeB, KUCTO3Hble 06pa3oBaHUs 6efloro BellecTBa
rOIOBHOIMO MO3ra, CNacTUYHOCTb M AUCTOHMIO. Y GOMbLUNH-
CTBa MNaLMEHTOB pa3BMBAETCH 3puUTEMA CO CBETOYYBCTBMU-
TEeNbHOCTbIO, KOTOPas M HaNnoOMWHAET CUMMNTOMbI CUMHAPOMA
KokkenHa [57, 58].

CuHppom CeKkKensi

Penkoe aytocomMHO-peLieccnBHoOe 3aboneBaHne, Bbi3BaH-
HOe reHeTUYeCKMMKU BapuaHTamu B reHax ATR, RBBPS,
CENPJ, CEP152, CEP63, NIN, DNA2, TRAIP n NSMCE2
[59, 60]. CuHaopom Cekkens xapaKrepuadyeTcs npe- M nocrt-
HaTallbHOW 3ajeprKKoW pocTta M AedpuuuTOM Macchl Tena,
TAXENon Mmukpouedanmen, MUKpPorHaTuen, HU3KO NnocaxeH-
HbIMW yWaMW, KIIOBOBUAHbIM HOCOM C COMYTCTBYIOLLMMHU
TSXKENbIMU HEBPONOTMYECKMMM HAPYLLEHUSMWU U YMCTBEHHOWM
OTCTaNoCTblo, YTO TPpebyeT AnddepeHLnanbHON AMarHoCTUKK
¢ cuHapomom KoKKewnHa Tvna ll, KOTopbIM TakKe NposiBASET-
csl ¢ poxaeHus [59, 60].

NNEYEHUE

MauneHtam ¢ cuHapoMoMm HKoKKkelHa HeobxoanmMo
HabnaaTbCa MEXAUCUMNIMHAPHON KOMaHAOM Bpayewn
(OeTCKMM 3HOOKPUHONON, HeBposor, opTanbMoor, OTOpu-
HOJTAaPWMHIONON, CYpPAOaOor, opTonea) ¢ Lienbio CBOEBPEMEH-
HOro O6HaPYKEHUSA OCNOXKHEHUN U X KOppeKUNU. NonHbIn
CMEKTP cneunanmucToB U KpaTHOCTb HabAOAEeHUI onpeae-
NA10TCHA MO NOKa3aHUsAM. B HacTosilee BpemMsa naToreHeTu-
yecKoe nevyeHne cuHapoma KOKKenHa OTCYTCTBYET, OAHAKO
BedeTca pa3paboTKa reHoTepaneBTUYECKUX NMpenapaTos.
Tak, B 2020 1. S. Wang v coaBT. ony6/IMKoBanu pesysbraTbl
paboThbl MO reHepaLmm MHAYLMPOBAHHbIX NIOPUNOTEHTHbIX
ctBonoBbiX Knetok (UMNCK) ns ¢ubpobnactoB nauuneHTta
C cuHApoMoM KOKKeWHa € retepo3uroTHbIMM MyTaums-
MU B reHe ERCC6 (c.643G>T B 9aK30He 4 n ¢.3776C>A
B 9K30He 18) [61]. Janee oHu nony4yunu UMNCK ¢ reHHown
KoppeKunen (GC-iPSC), ncnonb3ys MeToq reHHoro peaak-
TnpoBaHmna CRISPR/Cas9. UMCK u GC-iPSCs 6binn and-
depeHUMpoBaHbl B Me3eHXMMalbHble CTBOIOBbIE K/ETKHU
(MCK) n HepBHble cTBonoBble KneTku (HCK). TeHHasa Kop-
pPeKLMS NpMBena K BOCCTaHOBMIEHMIO CMOCOBGHOCTU K pena-
paumn AOHK, CHUMKeHWIO NpeXaeBpeMEHHOro anonrto3a
W, KaK cneacTtBve, oTCpoymna npexaeBpeMeHHoe crape-
HMe, B TOM YuMcne nocsie BO3AENCTBUSA yNbTpadmnoneToBoro
06y4eHMa UK PENIMKATUMBHOIO cTpecca. [ony4yeHHble u3
CS-iPSC MCK ¢ reHHOW KOppeKLu1en NpoaeMoHCTp1MpoBa-
/I BbICOKYIO YXM3HECMOCOBHOCTb MO CPaBHEHWIO C nopa-
YEHHbIMW KNeTKaMW, COXPaHWIWU BbICOKYH CTabUIbHOCTb
reHoma n He o6pa30BbiBaN OnNyxonen in vivo. Pe3ynbsTtaTbl
3TOr0 UCCNefoBaHMA 4EMOHCTPUPYIOT NOTEHLMaN Tepanuu



60/1bHbIX C CUHAPOMOM KOKKEWHa € UCNOSIb30BaHUEM ayTo-
JIOTMYHbIX CTBONOBbLIX KNeToK [61].

3AK/TIIOMEHME

B cBs3KM ¢ peaKocTbio cuHApoMa KoKKerHa HeobxoauMbl
LOMNONHUTENbHbIE MCCNEAOBaHUSA KIMHUYECKMX MPOSIBAEHUM
3ab05eBaHus. Y4nTbiBas BapnabenbHOCTb peHoTuna 6ones-
HW, Halnyne MNaToNorMKM OpraHOB 3PEHUS, Ciyxa, Mopaxe-
HUSI OMOPHO-ABUraTENbHOrO annaparta WM HapyweHue pabo-
Tbl HEPBHOW, MULLEBAPUTENIbBHOW M CeEPAEYHO-COCYAUCTOM
CUCTEM, CNOXHa U anddepeHuManbHas AMarHoCTMKa AaH-
HOro 3a6oneBaHus, YTO NPUBOAMT K OLUIMGOYHBIM AUarHo3am
N HEBEPHOW TaKTUKE BEAEHNS NaLMUeHTOB.

UCTOYHUK ®UHAHCUPOBAHMUSA
OTcytcTBYET.

FINANCING SOURCE
Not specified.

PACKPbLITUE UHTEPECOB
ABTOpbl CTaTbM MNOATBEPAWMSINM OTCYTCTBME KOHGPIUKTa
WHTEPECOB, 0 KOTOPOM HEOBXOAMMO COOBLINTD.
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1191 OLIeHKM PeyeBOoro 1 13bIKOBOro Pa3BUTUS AETEN MNPEATOKEH LMPOKUI CMIEKTP METOAMK, B CBA3M C YeM 3ajada Bbibopa
MoAXoAALEro MHCTPYMEHTA OLIEHKN He BCerga TpuBuasibHa. B HacToswen ctatbe npeacraBieH 0630p METOAUK, MPUMEHN-
MbIX /7151 06C/ej0BaHNs PYCCKOroOBOPSLUMX AETEH, BbiAeeHbl napaMeTpbl, HE06X0AMMbIE A/ UX CPaBHEHMS U, COOTBET-
CTBEHHO, Bbl6opa. O630p MOKET 6bITb N0JE3EH UCCIeA0BaTENAM B 06/1aCTU AETCKOIO PEYEBOro U 5I3bIKOBOr0 pa3BUTUS,
crieymannctam, MCrob3yLLMM MHCTPYMEHTbI OLIEHKU JETCKOM PeYU Ha NMPaKTUKe (neguatpam, soronejam, JepeKToaoram),
a TaKxKe negaroram v PoAUTESISIM.

Knro4eBble cnoBa: peyeBoe pa3BuTne, ETH, AOLIKO/bHbINA BO3PACT, MAAALIMIA LWKO/bHbIMA BO3PAcCT, HapyLUEHUS peyu, Hapy-
LeHns 3blKa, AMarHoCcTuKa

Ana yntupoBanus: Nenvk B.M., ObsykoBa M.[., JopodeeBa C.B. MHCTpYMEHTbI OLIEHKM PEYEeBOro M S3bIKOBOro pas-
BUTUS AEeTEN JOLWKONbHOMO M MAajWero WKOMbHOro Bo3pacTa: 0630p AuTepaTtypbl. Bornpocsl COBpeMEHHOM neanaTpum.
2024,;23(3):131-144. doi: https://doi.org/10.15690/vsp.v23i3.2752

BBEAEHUE

Pedb ABNSETCH OCHOBHbLIM CPeACTBOM O6LLEHUS Ntoaew
M GOpPMON 4eNOBEYECKOrO MbIWNEHUS, NO3TOMY ycnell-
HOCTb PeYeBOro pas3BUTUA [eTel BAUAET Ha MHOrue
acrekTbl Ux nocneayloulen XusHu [1]. Peyb Kak npouecc
W KakK MHAMBMAyaslbHOE NCUMXODU3MYECKOEe SBNIEHNE —
pesynbraT aKTUBHOMO WMCMONb30BaHWS A3blKa WAM A3bl-
KoBOM cucteMbl. [loatomy gnsg GopMupoBaHWUS MOSHON
M OOBbEKTUBHOM KapTUHbI AMHAMWKKW pPa3BUTUA pebeH-
Ka Heo6XxO0AMMO OLEHMBaTb B COBOKYMHOCTM W BHeL-
HWEe NOBeAEeHYeCKMe NposiBAEHWS — peyb, U YPOBEHb
pPa3BUTUSA SA3bIKOBbIX KOMMETEHLWM, KOTOPbI CBA3aH
C ycnewHocTblo GOpMMUPOBaAHUS HENPOHANbHON A3bIKO-

BOM ceTu [2]. He Bbi3biBaeT COMHEHWUK, YTO A3bIK U peyb
B pa3BWUTMWU 4YeNlOBEKaA MPEACTaBASIOT COOGOM MHOromep-
HOe §IBfIeHMEe, M 3TO HaxOAWUT OTPa*KeHWe B BblAeNEHUMU
OTAENbHO HapyweHun a3blka (aHrn. language disorder)
W HapylleHnn peyun (aHrn. speech disorder) [3].

[na OMarHoCTMKM y pebeHKa pedveBbiX WU/UAK A3bIKO-
BbIX HapyLleHWn HeobxoAMMO noaobpaTb COOTBETCTBY!O-
e BO3PacTy UHCTPYMEHTbI OLLEHKU Pa3BUTUS S3blKOBOM
CUCTEMbI UM Pa3BUTUS pedn, dopmaT 1 npouesypa npume-
HEHUS KOTOPbIX LOMIXKHbI MOAXOANUTL ANS YCNIOBUIM NpoBefe-
HWS TeCTUpoBaHUga. Kpome Toro, Ans onpefeneHns Hopmbl,
pUCKa UKW HapyLeHUA HeobXxoaAMMbl pedepeHCHble aHHble
N KOHTPOJIbHbIE (MOPOroBbI€) 3HAYEHMUS.
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Speech and Language Assessment Tools for Preschool
and Primary School Children: Literature Review

The wide range of methods has been suggested for assessing the speech and language development in children. Therefore, the choice
of suitable assessment tool is not always trivial. This article provides the overview of the methods used to examine Russian-speaking
children, emphasises the parameters crucial for their comparison and, finally, choice itself. This review can be useful for researchers
in the field of children’s speech and language development, specialists using various tools for assessing children’s speech in practice
(pediatricians, speech pathologists, defectologists), as well as teachers and parents.
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CaMbIM NepBbIM METOAOM WMCCEA0BaHUSA OETCKOM peyn
NPWUHATO CYMTaTb AHEBHUKOBLIM MeToh. BHyTpM atoro meTo-
[Ja poauTensm npeanaraetcs B CBOGOAHOM MOpsiAKe BECTH
[HEBHWKOBblEe 3anncu 06 YCBOEHWW A3blKa WX AETbMM,
HanpuMep oTMevaTb HOBblE C/I0Ba M rpaMmaTuyecKkune dop-
Mbl B peyn pebeHKa. BarkHbIM TpyIOM B 3TOM HanpaB/iieHnn
ABnseTca pabota A.H. [Bo3aeBa, ocHOBaHHas Ha Habnoae-
HWAX aBTOpa 3a CBOUM CbIHOM [4].

[pyroi AOCTaTOYHO pacnpOCTPaAHEHHbIN METOA U3YyYeHust
[ETCKOM peyn — OMPOCHUKU. B HUX poauTento npeanaraerca
oTBeYaTb Ha BOMPOCHLI O peyn cBoero pebeHKa, oTMeyaTb,
Kakune cnoBa M ¢pasbl U3 3aKPbITOrO CMMCKa MPUCYTCTBY-
0T B ero peyun. Cambi U3BECTHbIA U3 TaKMUX OMPOCHMKOB,
MakapTypoBcKuit [5], 6bin1 aganTMpoBaH U HOPMUpPOBaH AN
pyccKoro si3bika [6].

OfHaKo M HEBHUKM, M OMPOCHUKK ABNAIOTCS JOCTAaTOYHO
Cy6bEKTUBHbIMM CNOCO6amMM OLIEHKM PEYeBOro pPasBUTUA
pebeHKa. ITOT HeOCTaTOK pellaeTcs KOPnyCHbIM METOA0M
OLIEHKM IETCKOW peyun. BHyTpm aToro metoga poanTenu Beayt
JIOHTUTIOAHbIE BWMAEO- WAM ayaMO3arnucu CNOHTaHHOM peyun
pebeHKa B eCTECTBEHHOM AN HEro 06CTaHOBKe, UccnenoBa-
TENN NO3XKe pacluMdpPoBbLIBAIOT 3aMNUCK U NMOJTyHatoT BO3MOMXK-
HOCTb MPOBOAMTbL @aHaNW3 W AenaTb BblIBOAbl O Pa3MYHbIX
acrneKkrax YCBOEHMUs1 A3blKa: OT GOHETUKM [0 CUHTaKcuca.
3TOT MeTo ABnsieTca 6onee 06bEKTUBHbLIM, OJHAKO 1 6onee
3aTpaTHbIM (TpebyloTcs o6opyaoBaHWE AN ayauo- Wau
BMOEO3anucK, a TaKkKe AONOSMHUTENbHOE BPEMS U YCUAUS
0N co3aaHus, 06paboTKK U pacliMdPOBKM TaKKUX 3anucen).

B nocnegHve gecatunetus npeaioxeHbl cTaHAapTU3K-
pOBaHHble TECTbl M BaTapen TECTOB A5 OLEHKU pe4yeBoro
N 93bIKOBOIro pa3Butusa aeten. OHM NO3BONAIOT OO6bEKTUB-
HO oueHMBaTb KaK 60nee CNOoXHble HaBblKW, TaKMe Kak
NOHUMaHWE W MOPOXKAEHUE peyn B LEeNoMm, Tak U 6onee
HW3KOYpPOBHEBbLIE, Hanpumep ¢GoHeMaTn4yeckoe BOC-
npusaTMe, cnoBapHbin 3anac. MccnepoBatenn CTpeMATcH
CTaHAApPTM3UPOBaTb YC/IOBUS MPOXOXKAEHUS 3TUX TECTOB,
noaTomy paspabaTbiBaloTCA KOMMbIOTEPUINPOBAHHbIE
NPUNOXKeEHNUA ¢ GaTapesaMu TecTOB, KOTOpble MO3BOASAOT
obecneynTb cobnojeHne OAMHAKOBOW Mpoueaypbl ANg
BCEX Y4aCTHUKOB, GUKCMPOBATb OTBETbI Y4aCTHUKOB U MpwU
3TOM ynpouwatoT c60p AaHHbIX.

B HacTosillee BpemMs MMeeTcs LMPOKUM CNEKTP METO-
[10B OLIEHKM PEeYEeBOro M/UNM S3bIKOBOrO Pa3BUTUSA U ANs
pyccKoro f3blka. OAHaKO 3Ha4YMTEIbHOE KOMMYECTBO TaKMX
WMHCTPYMEHTOB 3aTpyAHSAEeT BbiOOp Aae OMbITHOro crneuu-
anucta. He Bcerga nerko Bbi6paTb 3Q@PEKTUBHbLIN TECT,
noaxoAsumMin OAHOBPEMEHHO MO pPAdy KpUTEpPUEB: MOMHO-
Ta, HaAEXHOCTb, Ba/llMAHOCTb, BPEMEHHbIE WM MaTepuasb-
Hble 3aTpaTbl Ha UCNOIb30BaHWEe, COOTBETCTBME BO3pacTy
pebeHKa. Mpu 3TOM BHYTPEHHWE 3NEMEHTbl TecTa [OSIK-
Hbl 6biTb B3auMMOCBS3aHbl C GWHaNbHbIM pPeE3yNbTaToM
(BHYTPEHHSAS COrNacoBaHHOCTb), pe3y/bTaTbl TECTa AOKHbI
BOCMPON3BOAUTLCS, ECIN TECTUPOBAHWE NPOBOANUTCS Ha TOM
e BblOOpPKEe Yepes3 HEKOTOpoe BpeMs (peTecToBast Hajex-
HOCTb), pe3yNnbTaTbl TECTUPOBAHUA HE AOSIKHbI MEHATbCSH
B 3aBMCMMOCTM OT TOrO, KAKOW UccrnegoBaTenb NPOBOAUT
ero (MexaKcnepTHas HafgexHocTb). CobnogeHne aTux u apy-
rMX YCNOBWI BaXXHO AN TOro, YTOGbI BbIBOAbI O I3bIKOBOM
W/VWNU pevyeBOM pas3BUTUM pebeHKa OblIM MaKCUMMalbHO
0GBHEKTUBHLIMU U HAAEKHBIMMU.

B paHee ony611MKoBaHHbIX 0630pax MHCTPYMEHTOB OLIEH-
KM AETCKOM peyn yxe npeanaraaucb BapuaHTbl UX CpaBHe-
HMS U, COOTBETCTBEHHO, Bbli6opa. OgHaKo yKa3aHHble pabo-

Tbl UMEIOT PSIA HEAOCTATKOB, OrPaHUYNBAIOLWMX MPUMEHEHWE
UX Pe3ynbTaToB 415 MPUHATUS pelleHns O BblGope MHCTPY-
MEeHTa ANa AMarHOCTUKKM peyeBblX HapylweHWn, B TOM Yyucne
Wy pycCKoroBopsiwmx geten. Hanpumep, B pabote [7] npea-
cTaBneH 0630p 3apybeXHbIX AMArHOCTUYECKUX METOAMK:
06LWEeNCUX0TIONMYECKMX, HENPOMNCUXONOrMYECKUX, PEYEBBIX.
[Mpn 3TOM METOAMKM OLIEHKM MMEHHO PEe4YeBOro pPasBMTUSA
npeactaB/ieHbl B BUAE OYEHb KPaTKMX onucaHui, 6e3 Bbiae-
JIEHNS MapameTpoB AN CPaBHEHUS MHCTPYMEHTOB MEXAY
co6on. B 0630pHOM paboTe [8] paccmaTpuBatoTCs METOANKM,
BbIMOIHEHHbIE B PaMKaX IMHIBUCTUYECKOMO M MCUXOSIMHTBUC-
TMYECKOro NoaxodoB, a TaKXe METOAMKM, OCHOBaHHble Ha
NMCUXO0SIOFMYECKOM U MCUXODU3NONOrMYEecKOM noaxodax. Mpwu
3TOM aBTOp He npefnaraeT KpuTepues AN1a Bblbopa MeTo-
MKMW B 3aBWCUMOCTU OT Lieflel AMarHocTuku. B pa6ote [9]
npuseaeH 0630p Tpex rpynn METOAMUK 415 OLLEHKMU peyeBbiX
HapylleHW: TPaaULMOHHO WCMNONb3YyeMbIX B POCCUICKOWM
npakTMKe METOAMK, afanTMPOBaHHbIX ANS PYCCKOro A3blKa
3apyb6exHblX METOANK M COBPEMEHHbIX POCCUMCKUX METOAMK.
ABTOpPbI paccmaTpyBatoT 06LIMPHbLIA CIMCOK METOAMK, Npea-
CTaBMB MX KpaTKOE ONUcaHue C yKa3aHMeM 00beKTa 1 npea-
MeTa UccnefoBaHus, a TaKkKe agpecaTta (CyobeKTa, KOTopbIn
MOXEeT BOCMO/b30BATbCS KaxKAoW M3 MeToAMK). Bmecte
C TEM aBTOpbl He MpefocTaBuan MHGOPMaLMKM O HaNMYuu
HOPMAaTUBHbIX [JaHHbIX, HAAEXHOCTU W BajMLHOCTU METO-
[VK, pecypcax, He06X0AUMbIX AN NPOBEAEHUS ANArHOCTUKM.
B 0630pHo# cTaTtbe [10] npuBOAATCS ONucaHue 3apyBeexHbIx
M OTEYECTBEHHbIX MHCTPYMEHTOB OLEHKM [LETCKOM peuw,
a TaKKe nogpobHasa Tabnavua ¢ KpaTKUM ONUCaHMEM Coaep-
¥aHUsg MeToaMK, MHPopMauuen o BO3pacTe MPUMEHEHUS,
BannaaLUMn MHCTPYMEHTA M HefoCTaTKaX Kax/aon METOAMKM.
Ha Haw B3rngg, noaxoa € BbIHECEHWEM KIOYEBLIX Mapa-
METPOB B CBOAHblE TabnuLbl ABASETCA YAOOHbIM AN cpaB-
HEHMS U aHann3a METOAMK C Lieblo Bbi6opa Nnoaxoaswero
MHCTPYMEHTapus, oagHako B paboTte [10] npeactaBneHbl No
60/bllUEN YacTu 3apybexHble, He aganTUpoBaHHbIE Ans pyc-
CKOrO $13blKa METOAMKM.

Onupasicb Ha ONblT aBTOPOB paHee Ony6AMKOBaHHbIX
0630p0B, Mbl MPOBENM aHain3 METOAMK OLEHKW AEeTCKOM
peyn, pazpaboTaHHbIX UKW afanTUPOBaHHbIX 415 PYCCKOro
A3blKa, [IOMOSIHUB WX OMUCAHWE KPUTEPUSMM, MONE3HbIMMU,
Ha HalWw B3rnaj, Kak uccnegoBatensaMm B 061acTy AETCKOro
peyeBOro U f3bIKOBOrO Pas3BUTUA, TakK W crneuuanuctam,
HenocpeacTBEHHO WMCMOMb3YWUM WUHCTPYMEHTbI Ha Mpak-
TUKe (NnegnaTpam, noronegam, gepeKkronoram). B yactHocTy,
Mbl NMPUBOAUM MHOOPMALIMIO 06 YPOBHSIX 13blKa U acrneKTax
peyeBoOro pa3BuTUS, KOTOPbIE NMO3BOSIOT OLIEHUTL METOAM-
KW, MHPOPMALMIO O HanMymm ony6iMKOBaHHbLIX HOPMaTUB-
HbIX JaHHbIX, JAHHbIX O BaNWAHOCTU U HAAEKHOCTU METOAMK,
0 crnoco6e duKcauun pesynbTaToB U BO3MOXKHOCTU nepe-
NPOBEPKKU, O BPEMEHHbIX M MaTepuanbHbIXx 3aTpaTax, 4To
HeobXoAMMO AN MPUHATUS peLleHUs 06 MCMNoNb30BaHUK
KOHKPETHOro MHCTPYMEHTa Ha NpakTuke. ITOT Martepuan
MOXET ObITb MONE3€EH U POAUTENAM, UHTEPECYIOLWUMCS peye-
BblM Pa3BUTUEM CBOMX AETEN.

3TAMNbI CTAHOB/IEHMS AI3bIKA U PEYM Y AETEH

CornacHo knaccuduKaumun A.H. JleoHTbeBa, UCNONb3Yto-
LLLEeMCsa U COBPEMEHHbIMU aBTOpaMu [11], cTaHOBNEHNE peyn
neten npovcxoamTt B 4 atana: NOAroTOBUTENbHbIN (40 roaa),
NpPeaaoLLKoNbHbIM (40 3 NeT), AOWKOMbHbIM (0T 3 Ao 7 ner)
W WKONbHbIM (OT 7 Ao 17 net). Bo BpeMs NoAroToBUTENbHO-
ro atana pe6eHOK HavyuMHaeT ocBamBaTb (GOHOMOrMYECKYIO



CUCTEMY A3blKa, B €ro peyun MnosiBASIOTCA NepBble 3BYKU
n cnorv. MpeaaoWwKoNbHbIN aTan NepBoHavYanbHOro oBnaje-
HUS A3bIKOM XapaKTepu3yeTcs cHadvana nosiBjieHueM B peyn
NepBbIX OCMbICNIEHHbIX CMOB, @ 3aTeM ObICTPbIM Hapalliu-
BaHMeM ob6bema CnoBapHOro 3anaca M GopmMMpoBaHWEM
rpammMaTMyecKoro cTposi peyu. B gowkonbHOM nepuope
NMPOUCXOAAT yAy4lleHWe 3BYKOMPOWU3HOLIEHUS, YBEIMYEHNE
CNOBApHOro 3anaca M YC/IOXKHEeHWe UCMOoNb3yeMOW B peyn
Mop®donornum U cuHTakcuca. Bo Bpemsi LWKOAbHOro 3tana
NPOWCXOANT OCBOEHME rPaMMaTUYECKMX NPaBM NOCTPOEHMS
NpeanoXeHun, oBnageHne NMUCbMEHHON peybto, MOCTeneH-
HOE NpUbAnKEHMe peyun pebeHKa K peyun B3pPOChbiX.

Kaxabli 13 BbllIEONUCaAHHbIX 3TanoB pPeyYeBoro pas-
BUTUS Yy OTAENbHO B3STOro pebGeHKa MOXeT MpoTeKaTb Kak
B Mpejenax yCTaHOBNEHHbIX BO3PACTHbIX AMana3oHoB, Tak
M C 3afepKON BO BPEMEHW WKW C MPU3HAKamu obLuero
HECOOTBETCTBUSA MPUHATON HOpMe. PeyeBble HapylleHus
MOryT 6bITb Bbl3BaHbl GU3NONOTMYECKUMU OCOBEHHOCTSIMM
pasBUTHS, a TaKXe HeaocTaToyHoW CHOPMMPOBAHHOCTLIO
UMEHHO A3bIKOBbIX MPEeACTaBNEHMI Ha Pa3HbIX YPOBHSAX A3bl-
Ka (doHonorn4yeckom, MopdONOrM4ecKOM, JIEKCUYECKOM,
CMHTaKCUYECKOM, ANCKYPCUBHOM) M MOTYT NMO-pasHoOMY Mpo-
ABNATLCS B Pa3HbIX MOAAIbHOCTAX (MOHUMaHWE, MOBTOPEHME
W MOPOXKAEHNE peyn).

KNACCUDUKALIMM HAPYLLUEHUN I3bIKA

W PEYM Y AETEN

B HacTofillee Bpemsa MCNONb3YKTCA TPU OCHOBHbIE
KnaccuduKkaummn peyesBbiX HapyweHun [11]: ncuxonoro-
negarornyeckas, KIMHUKO-Negarornyeckass M corfacHo
MexayHapofHon Knaccudukaumm 6onesHen (MKB). Itu
KnaccuPuKaummn npegHasHayeHbl NpeMMylecTBEHHO and
OLIEHKM BHELIHeN CTOPOHbl peyeBOro npouecca, To eCTb
CO6CTBEHHO peyn. DPOKYyCUPYSiCb Ha TaKMX BaKHbIX ee
XapaKTepUCTUKaX, KaK CKOPOCTb M TeM, NIaBHOCTb, TEMGP,
YETKOCTb apTUKYAALMKU, MPUHATbIE KNacCcudUKaLMK, Ha HaLl
B3rNs4, YAENaoT HeAoCTaTOYHO BHUMaHWS BHYTPEHHEN
CTOPOHE peyeBOoro npoLecca, To ecTb A3bIKYy. TeM HE MeHee,
BaXHO MNOMHWTb, 4TO A3blK — 3TO MHOIOYPOBHEBAs CUCTe-
Ma (poHeTnKa, MoOpdONorus, CUHTaKCcUc U T.4.), U Hapylle-
HUSA MOTYT BO3HUKHYTb Ha 1t060M M3 3TUX YPOBHEN. XOPOLLO
M3BECTHO, YTO 06paboTKa pevyeBOn MHPOpPMaLMKU MpPoUC-
XOAUT MPEUMYLLECTBEHHO (HO HE TOMbKO) B NIEBOM MOY-
lwapuu, Npu 3TOM paHHWEe cTagun o06paboTKM 3By4allen
peyn 3a4enCTBYIOT MEPBUYHYIO CIYXOBYIO KOPY U BEPXHIO
BMCO4YHYIO M3BUNNHY. 3afa4m GOHONOrMYECKON 06paboTKy,
NNaHWPOBaHWA apTUKYNALMK, MOBTOPEHMSA PeYyn, MOPOXKAe-
HUA peyn obecrneynBaeT NpPenmyLLeCTBEHHO AOPCalbHbIN
NMOTOK, COEAMHSAIOWMIA BUCOYHO-TEMEHHYIO KOPY C MPemMo-
TOPHOW W HUXKHEN NO6GHOM Kopou. 3a NOHMMAaHUE peuyw,
BK/OYas ee KOHLeNnTyalbHYl0, KOMOUHATOPHO-CEMaHTHYe-
CKYIO U IEKCUKO-CEMaHTUYECKyto 06paboTKy, OTBETCTBEHEH
BEHTPasbHbIM NMOTOK, COEANHSAIOWMN HUKHIO NOBHYI0 KOpY
W NneBble NepeaHeBUCOYHble 06/1aCTU, a TaKKe 3aTbl1oy-
HO-BMCOYHYIO KOPY Kak crnpaBa, Tak 1 cneBa. Kpome Toro,
B 3aJayu 06paboTKU peyn MOryT ObiTb BOBJI€YEHbI HEKO-
TOpble MOAKOPKOBblE 006N1aCTU U MO3XeEe4yoK (noagpobHee
O BOBJIEYEHMM OTAENbHbIX MO3rOBbIX CTPYKTYP M Henpo-
Ha/bHbIX CETEN B 06PaBOTKY pPa3HbIX YPOBHEWN A3blKa CM.
B [2]). 3HaHWe yCTpOoMCTBa A3bIKOBOM CUCTEMbI HEO6XOAUMO
ANS onpeAeneHunst ypoBHS, Ha KOTOPOM Yy pe6GeHKa BO3HMU-
KaloT TPYAHOCTH, YTOObI C y4eTOM 3TOro popmmnpoBaTtb Npo-
rpaMmy KOPpPEeKLMOHHbBIX MEPONPUATUN.

Mcuxonoro-negaroruyecKkan Knaccupukauusa

B ocHoBe ncmxonoro-negarorM4eckon KnaccudpuKaumm
NeXkaT NCUXO00rMYyecKne 1 IMHFBUCTUYECKUE XapaKTepUCTH-
K1 peyeBon GYyHKUMK B passuTun. Knaccudukauus npes-
nonaraet eAuHbIK NeaarorMyeckni NoAxoa K AeTsaM ¢ pas-
HOW 3TUONIOTMEN PEYEBbLIX HapPYyLIEHUM, HO B TO e Bpems
06beMHAET B KaTeropuun oblimMe OTKIOHEHUs B bOHETU-
KO-pOHEMATUYECKOM W JNEKCUKO-rpamMaTUyecKoOM CTpoe
peuyn. B cooTBeTCcTBUM C 3TOM KnaccubuKaLumen BblaenstoT
crnefyloume Kateropuu HapylweHun: GoHeTUKo-poHemaTn-
YyecKoe HegopasBuUTME pedn (HapyleHue dopmupoBaHus
NMPON3HOCUTENIbHOM CUCTEMbI POAHOIO A3bIKa Y AETEN C peye-
BbIMW HapyLWEeHUSIMK, BbI3BaHHbIMU AedeKTaMn B BOCMpUS-
TUM Y NPOU3HOLLEHUM 3BYKOB), 0bLlEee Hefopa3BUTHE peyn
(cepbesHble HapyLleHKs peyun, Npu KOTOPbIX 3aTPOHYTbl BCe
acrneKTbl pe4yeBON CUCTEMbI, BK/OYas 3BYKOBblE U CeMaH-
TUYECKME KOMIMOHEHTbI), 3aJepKa pevyeBOro pasBuUTUA
W 3auMKaHWe (HapylweHue CnoCoB6HOCTU K KOMMYHMKaLMM,
HEeCMOTPSA Ha KOPPEKTHO pa3BUTbIE CPeACcTBa OOLEHUS).

KnuHuko-neparornyeckas knaccudpuxkaums

KnuHuKo-nepgarornyeckas knaccuodukaums [12] noctpo-
€Ha Ha MNCUXONOro-TMHIBUCTMYECKMX KpuTepusax. Knac-
cnduKauma Bblaenset ABe rpynnbl pPeyvyeBblX HapyLleHWR:
HapYyLWEeHUs YCTHOW PeYn M HapyLUEHUS MMCbMEHHOM peyM.
MNepBble — 3T0:
®  ANCHOHUS — OTCYTCTBUE MU HAPYLIEHUE NMPOU3HOLLIEHNUS

3BYKOB M3-3a NaTO/IONMYECKUX MBMEHEHWI B rOIOCOBOM

annapare;

® Taxunanus — pedb C NaTONOMMYECKU YCKOPEHHbIM TEM-
nom (20-30 3ByKOB/C, HOpMa — 8—-12 3BYKOB/C);

e Opagunanus — peyb C NaToNOrMyecKu 3ameaneHHbIM
Temnom (4—6 3BYKoB/C);

® 3aMKaHWe — PacCTPOWCTBO peyu, BbI3BAHHOE CyA0POXK-
HbIM COCTOSTHUEM MbILIL, PEYEBOro annaparta u Hapylue-
HMEeM TEMMNO-PUTMUYECKOW OpraHn3aLmm;

° [MCNanusg — HapylweHWe apTUKyNauun NpyM HopmanbHOM
CNyXOBOM PYHKLIMM U COXPAHHOW MHHEPBALIMK PeYeBOro
annapata;

® AM3apTpUs — PacCTPOMCTBO apTUKYNALMM, BbI3BAHHOE
HeaoCcTaTOYHOW MHHEepBaLMEN pevyeBoro annapaTa;

® pUHONANMA — U3MEHeHWs B TemOpe rofioca U apTUKyns-
LMK, BbI3BaHHble aHATOMO-GU3NONOrMYECKUMU dedeK-
TaMu peyeBoro annapara;

® ananus — OTCYTCTBME PeYu UK ee HeaopasBUTUE U3-3a
NOBPEXKAEHNS PEeYEBbIX 30H KOPbl FONOBHOIMO MO3ra
BO BHYTPUYTPOOHOM WM paHHEM Nepuoae pas3BUTUSA
pebeHKa;

e adasung — nofHas UM YacTuyHas yTpaTa yxe chopmu-
poBaHHOM peyu, Bbi3BaHHAs JIOKaNbHbIMW MOBPEXKAE-
HUSIMW TOJIOBHOIO MO3ra.

B yncne HapylweHUn NMCbMEHHON peyn BblAenstoT auc-
NIEKCUIO (YacTnyHoe crneunduyecKkoe HapylleHWe HaBbIKOB
4YTeHuns) u gucrpaduio (4actTmyHoe cneunduyecKoe Hapyule-
HWEe HaBblKOB MUCbMa). B HEKOTOPbLIX UCTOYHMKAX Bblaens-
0T TaKkKe anzopdorpaduio: CTOMKOE HapylleHWe YCBOeHUS
opdorpadunyecknmx 3HaHWUW, YyMEHUA U HaBbIKOB, 0OYC/OB-
NIEHHOEe HeAopPa3BUTMEM BbICIIMX MCUXMYECKMUX GYHKLWWA,
KOHTPOMMPYIOLLMX 3TOT NpoLiecc y fetewn [13].

MexayHapoaHaa Knaccupukauusa 6onesHen
B meamumHcKon npaktuke B Poccum ¢ 1999 r. ucnonb-
3yeTcs KnaccudbuKauusa peyvyeBbiX HapyleHWn, onucaHHas
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Review

0630p NuTepaTypsbl

B MKB 10-ro nepecmotpa (MKB-10). B atom HopmaTuB-
HOM JOKYMEHTE COAepPKMTCA MHbOpMaLmMsa 0 3aboneBaHnaX
C ONUCaHWEM CUMMTOMOB HapyWeEHU peyeBbIX NMPOLLECCOB.
Tak, B pasgene «Cneunduyeckre paccTponcTBa pas3BU-
™S peyn u a3blka» (F80) BblaeneHbl cneunduyeckme pac-
CTPOMCTBA pPeyeBOM apTUKYNSALMK (CBA3aHHbIE C PAa3BUTHEM:
PU3NoNornyecKoe pacCcTPOMCTBO M PacCTPOMCTBO peveBOn
apTUKyNAUMK; aucnanus; GyHKUMOHaNbHOE PacCTPOMCTBO
peyeBoOr apTUKYNsILMK; NENneT), PacCTPOMCTBA 3KCMPECCHB-
HOW peun (cBsi3aHHas Cc pa3BuTMeM auchasus; adasung
3KCMPECCMBHOrO TWMa), PacCTpoOMCTBa PELENTUBHOM peyun
(BpOX/AEHHas HeCcnoco6HOCTb ClyXxOBOrO BOCMPUSATHSA; CBS-
3aHHble ¢ pa3BuTMeM: gucdasns nnn adpasuns peLenTMBHOro
TMNa, adasua BepHuKe; HEBOCMPUSATUE CNOB), MPUOBPETEH-
Has adasna ¢ anunencuen, Apyrme paccTponcTasa pa3BuTUS
peyn n a3blka (CIOCIOKaHbe), PacCTPOMCTBa Pa3BUTUSA peyn
M A3blka HeyTo4yHeHHble. B 2019 r. MKB-10 6bina nepe-
CMOTpeHa, OAHaKo nepexof Ha HoBylo cucteMmy (MKB-11)
NPUOCTaHOB/IEH, B CBA3M C 4eM B PocCUM NMPUHATO UCNOSb-
30BaTb npeaplaywyto Bepcuio. B MKB-11 peyeBble Hapylle-
HWS TaKKe BK/IIOYEHbl B OTAENbHbIN pa3aen «PaccTpovictBa
pas3BUTUS A3blKa U pedn» (6A01), KOTOPbIM BKIOYAET B ce64
cnegylolwme noapasfenbl: PacCTPOMCTBO Pa3BUTUS 3BYKO-
NMPOU3HOLLIEHWUS, PACCTPOMCTBO Pa3BUTUS MAABHOCTU PeuYM,
pPacCcTpOMCTBO pPa3BUTUS fA3blKa (PacCTPOMCTBO pasBUTUA
f13blka C HapyleHWeM PeLenTUBHOrO M 3KCMNPECCUMBHOMO
(pe4eBOro) KOMMNOHEHTOB, PaCCTPOMCTBO Pa3BWUTUS S3blKa
C NpPenMyLecTBEHHbIM HapyLlEHWEM €ro 3KCMpPeCcCUBHOro
KOMMOHEHTa (peywn), pacCTPOMCTBO Pa3BUTUA A3blKa C Mnpe-
MMYLLIECTBEHHbIM HapyLWeHWEM KOMMYHWKATMBHOro (npar-
MaTM4YeCKOro) ero KOMMoHeHTa (peyun), pacCcTPOMCTBO pas-
BUTUS A3blKa Hapsagy C APYrMM YTOYHEHHbIM HapylleHWeM
peyun), Apyrue yTOYHEHHble PacCTPOMCTBa peyu U A3blka,
paccTponcTBa Pa3BUTUS PEYM U A3blKA HEYTOYHEHHbIE.

METOAbl OLLEHKHX PEYEBbBIX

U AA3bIKOBbIX HAPYLUEHWHA

Hwe npencTaBfieHo onucaHWe OCHOBHbLIX METOA0B
OLIEHKM YPOBHSA PEYEBOro U A3bIKOBOIO Pas3BUTMA [eTen
JOWKONLHOr0 1 MNajLWero WKONbHOro Bo3pacra.

JAHeBHUKOBbIN MeToA

[JHEeBHMKOBbIV MeToA npeanonaraeTr BeAeHWe poauTe-
NIMW OHEBHWKa, B KOTOPOM OHW MOCnefoBaTeNbHO OTpa-
atoT pa3BUTME peyeBbIX NMPOLECCOB pebeHKa (Hanpumep,
nosiBjieHWe MNEpPBbIX CNOB, MePBbIX Gpas, onpeaeneHHbIx
GOpM (MHOXECTBEHHOE YMC/O CYLLECTBUTENbHbIX, MaAex-
Hble dopMbl M Ap.)). Tak, B Hadane XX B. Bunbrenbmom
n Knapow LtepH [14] 6bina n3gaHa KHura Die Kindersprache
(pyc. [eTckaa peyb), OCHOBaHHas Ha AHEBHWKOBbLIX 3anu-
caX aBToOpoB 06 ux AeTax. [JHEBHMKOBbIE 3anMuCK O CBOMX
netax sen u M.A. boayaH ae KypteHa, B 60-x IT. B KpakoBe
nx cbéopom pykosoaun npodeccop Lyman [15]. B Poccum
OAHWUM W3 MNEpPBbIX NIOHTUTIOAHbIE UCCNEA0BaHNUS AHEBHUKO-
BbIX 3anucen ctan nposoauTb A.H. [Bo3aeB, KOTOpbIM Ben
IHEBHWK HaOGMIOAEHMN 3a peYblo CBOEro chiHa. Ha ocHoBe
co6paHHOro Kopnyca JHEBHWKOBbLIX 3aMucen 0 ETCKON peyun
A.H. TBo3aeBbIM Gbila HanucaHa pa6ota «PopmupoBaHue
y pebeHKa rpaMmMaTU4ecKoro CTpOs PYCCKOro f3blKa» [4].
B yKasaHHbIX Bbille paboTax aBTOpbl NMPOCIEXKMBAIOT NocTe-
NeHHoe pal3BUTME [AETCKOM peyu, BblAENss B HEW 3Tanbl.
MeTog AHEBHMKOBbLIX 3amucen A0 CUX MOpP MCMonb3yeTtcs
B M3YYEHWUW AETCKOM peyn, Npu 3ToMm, Aenas BblBOAbl O TeX

WK MHbIX NpoLeccax B CTAaHOBNEHWUM A3blKa Y AeTEN, Uccne-
foBaTenn BCe Yalle cTapatTcs Jo6aBasTb K maTepua-
namM [OHEBHWKOB W ApYyrne CBeAEeHWs, Hanpumep [AaHHble
JIOHTUTIOAHbIX 3anncen AeTcKom peyn [16].

OnpoCHUKKU

[na wn3yyeHus [ETCKOM peyun WWMPOKO WCMOJb3YHTCH
OMPOCHMKK, KOTOpblE MPeACTaBASOT COB0M CMMUCKM COB UK
KOHCTPYKLIMIM, HAaNnpoOTUB KOTOPbIX B3POC/bIM (POAUTENEM UK
noronefom) LOMKHbI AenaTbCs OTMETKM O MOSIBAEHUM YKa3aH-
HbIX 9/1IEMEHTOB B peyn pebeHKa. CambliM U3BECTHLIM OMPOCHM-
Kom saBnsetca MacArthur-Bates Communicative Development
Inventories (pyc. MaKapTypoBCKW ONPOCHUK) [5]. OH coaep-
JKUT TaKMe KaTeropuu, Kak nepsble MPU3HaKW MNOHUMaHWSA
peym (OTKIMK Ha CBOE MMS, MOHMMaHKE CNOB «Mama» U «nana),
NoOHUMaHWe npocTbix ¢pasd (MOCMOTPKU, OCTAHOBWCH), Haya-
110 TOBOPEHUS (MOBTOPEHUE CNOB 3a poautensmu). bonbluas
KaTeropusi MNoCBSLLEHA CNOBapHOMY 3anacy M BK/IOYaeT
rnogKaTeropuun, COOTBETCTBYIOLLIME CEMAHTUYECKUM Tpynnam
M 4acTaMm peyu (nioau, OAexaa, XMUBOTHbIE, UMPYLLKK, @ TaKKe
npeanoru, BONPOCUTENbHbIE CNI0BA, MECTOMMEHWS, KBaHTUDH-
KaTtopbl). Eule ogHa 4YacTb OMPOCHMKa MOCBSlEHa AEWCTBU-
fIM W }KecTaM, COMPOBOXAAIOWMM PEYEBYID KOMMYHUKALMIO
(pa3gensl, cogeprKalume MHGopMaLMio 0 NeEPBbIX KOMMYHWKa-
TUBHbIX XKeCTaX, Urpax u NoBcefHEBHbIX AENCTBUSAX, AENCTBUAX
¢ 06beKTaMM, UMUTALIMKN AENCTBUIN B3POCbIX).

[na pycckoro s3blka 6blM aganTMpoBaHbl ABE Bep-
cun MaKapTypOBCKOIO OMPOCHUKa — A5 OLEHKU OEeTCKOM
peun B Bo3pacTe oT 8 go 18 mec n oT 18 go 36 mec
COOTBETCTBEHHO [6]. Bepcua ana 6onee paHHero Bo3pac-
Ta (8-18 mec) cocTouT M3 ABYX 4YacTen. B nepBoi yactu
OMPOCHWKA PErMcTpUpyoTca NepBble NPU3HaKKM NOHUMaHKA
cnos n ¢pas, UMUTaALUMK U UHTEPECA K Ha3biBaHMWIO, CO6-
CTBEHHO MEpPBLIE CN0Ba, Nogpa3aensolimecs Ha TemaTuye-
CKMe rpynnbl. BaxHbIM ABASETCS pa3aeneHne NEeKCUKOHa
Ha MacCMBHbIN W AKTUBHbIN (HEOB6XOAMMO OTAENIbHO OTMe-
TUTb NMOHMMaHWE 1 FroBOpPeHUE). BTopas 4yacTb aToM Bepcumn
ONPOCHWKAa MOCBSILLEHA OLUEHKE OEMCTBUI U KecToB (nep-
Bble KOMMYHUKaTUBHbIE ECTbl, UTPbl U MOTELKK, AENCTBUSA
C NpegmMeTamu, nojparkaHue poauTenam, UmuTauusa aen-
CTBUI B3POC/bIX U UCNOSIb30BaHWE NPeaMETOB NMOHAPOLLKY).
Bepcua MaKkapTypoBCKOro onpocHUKa ans 6onee no3gHero
Bo3pacta (18-36 mec) coaepuT pasgen «flepsble chno-
Ba», AOMNOJIHEHHbIN HOBbIMW CIOBAaMWU BHYTPU TEMATUHECKMX
rpynn, O4HAaKO coAepxaluin TonbKo paspen «foBopeHuer,
a TaKKe BKIto4aeT pasgen «[pammatukar. lNocnegHunn BrIto-
YyaeT MyHKTbl 415 NPOBEPKM YMEHUI pebeHKa oTBedvaTb Ha
BOMPOCbl C UBMEHEHMEM GOPMbI cloBa unn 6e3 Hero, Tpu
CcaMblX ANMHHBIX NPEASIOKEHUS, Hannynme B pedn pebeHKa
NPeanoXeHun 13 AByx unu 6onee cnos, BbIGOP M3 ABYX Nap
NPeasoKeHUN — rpammMaTUyeckn amopdHbIX WK rpam-
MaTU4eCKM OPOPMNEHHbIX, a TaKKe Mopdonornyeckne
WHHOBaUMK Npu obpa3oBaHuK GOPM arona U CyLleCTBU-
TenbHOro. JonofIHUTENbHO (MO CPAaBHEHUIO C OPUTMHANBHOM
aHIMOoA3bIYHOM BEPCUEN OMNPOCHMKA) BKOYEHbl BBOAHbLIE
C/IoBa U OETCKUEe CnoBoO6Gpa3oBaTe/ibHble OKKa3WOHaNn3-
Mbl. B ONpPOCHWMK BKAOYEH M MYHKT 06 MCMNONb30BaHUK
BOOOGparkaeMbix MPEeAMETOB W MNpPeaAMEeTOB-3aMeCTUTENEN.
B pesynbraTe onpoca B3pOCAOro (poautens unu noronejna)
3anonHaeTcs 61aHK pevyeBoro npodunsa pebeHKa ¢ y4eTom
€ro nona, KOTOpbIA COMOCTaBASETCS C HOPMaMK PeYeBOro
M S3bIKOBOI0 Pa3BUTUS, NOYYEHHbIMU B pe3ynbTaTe aHanu-
3a 768 onpocHKKOB Ans aeten oT 8 o 18 mec (416 manb-



ynmkoB, 352 pgeBo4yku) M 1037 ONPOCHMKOB Ana AeTen
oT 18 o 36 mec (487 manb4ymkoB, 550 geBoYekK).

OAHMM M3 caMblX U3BECTHbIX ONPOCHWKOB AN loronesos
Ha PYCCKOM a3blKe SBNSeTCA «CKPUHUHI pe4eBOro pa3BuTms
CTapLwmx SOWKONbHUKOB» [17]. ONPOCHMK BKOYaeT B cebs
CMUCOK M3 14 yTBEPHKAESHWUN, ANS KaXK0ro U3 KOTOPbIX HEO6-
XOAMMO yKa3aTb CTeneHb COOTBETCTBUSA AETCKOW Peyu KOH-
KPETHOMY YTBEPKAEHMIO (Aa, YHaCcTUYHO, HET). Tak, Hanpumep,
YTBEPXAEHUSA MPOBEPSIOT 3aMHTEPECOBAHHOCTb B 06uie-
HUK («pebEeHOK 3aMHTEpecoBaH B OOLIEHUM CO B3POC/IbIMU
W CBEPCTHUMKamK, 3afaeT BOMpOChl, y4acTByeT B b6ecefe»),
NAaBHOCTb peyu («peyb pebeHKa nnaBHas, 63 CyqopPOXKHbIX
3aruHOK»), CNoBapHbIM 3anac («pebeHOK MMeET C/I0BapHbIn
3anac lwupe 06MX04HOro»), HaBbIKW MepecKkasa M paccKasa
(«pebeHOK ymeeT nepecKkasblBaTtb, UCMOJIb3YS CNOXHOCO4YU-
HEHHblE Y CNOXHOMOAYMHEHHbBIE NPELNOKEHUS», «peBEHOK
YMEET COCTaBATb paccKasbl O NMpeamMeTax, O CoAepKaHuu
KapTWHbI, MO CEPUMN KAPTUHOK C Noc/eaoBaTelbHO pa3BuBa-
IOWMMCH OENCTBMEM C BblAENEHUEM MPUYNUHHO-CNEACTBEH-
HbIX CBSi3eM»). ABTOPbI ONPOCHMKa NpeanaratoT ABYX3TanHyo
CUCTEMY ero UCrosib30BaHUA: CHavana ONpPOCHMK 3anoHsAeT
BOCMWTaTeNb AOWKONBHOIO yyYperaeHus, 3ateM B popmarte
61mu-onpoca ¢ pebeHKoM paboTaeT iorones, NpoBepsoLWmnin
BCE KOMIMOHEHTbl Pe4EeBOM U A3bIKOBOW CUCTEMBI.

LLINpOKO MCNONb3yemMblM Ha MpaKTUKe METOA0M OLLeHKU
pe4yeBOro pas3BuUTUSA feTen B dopmaTe ornpoca ABAAOTCA
nioronefuMyecKkue KapTbl, NpefHa3HavyeHHble AN KOMIJIEKC-
HOW AMarHOCTUKM peyveBbIX U HepeyeBblX GYHKLMI. Borpochl
W 3ajaHus B COCTaBe KapT MOryT 6biTb npeaHa3HauveHbl,
HanpuMmep, ANs OLEHKM MOTOPHOM cdepbl, peyeBoro anna-
pata, GOHEMATUYECKOrO C/yxa, Pas3BUTUSA NIEKCUKK U Fpam-
MaTWKM, CMOCOBHOCTM K COCTaBNEHUIO CBA3HOMO TeKcTa [18].
Bosnblyto 4acTb KapT COCTaBASIOT BOMNPOCHI, Noapa3ymesa-
[OlMEe KpaTKWMM OTBET C BbIGOPOM MOAXOASALEro BapuaHTa
(Hanpumep, BbIGOP Temna peyun: HOopMa, 3aMEASIEHHbIN,
YCKOPEHHbIN, aucputmua) [19]. KapTbl cogepxaT TakxKe
W NpUMeEpPbl KOHKPETHbLIX 3adaHui ANna AeTen, BblMOoNHEHWe
KOTOPbIX MOMOraeT soroneay OLEHWUTb XapaKTtep pa3BuTUA
pe4u (Hanpumep, CNUCOK CNOB AN NMPOU3HOLEHUS, BbIABS-
IOLLMX NPOBIEMbI B BOCMPOU3BEAEHNN KOHKPETHLIX 3BYKOB,
3ajlaHna Ha NepecKas TeKcTa UM cocTaBNeHne paccKasa).

Cnenyetr OTMETUTb, YTO Ha OCHOBaHWUW pe3ynbTaToB
dopmann3oBaHHOro onpoca (C NPUMEHEeHUeM OMNPOCHUKOB
W NOronean4yecKkrx KapT) CI0XHO BblAENUTb AETEN C BbICO-
KMM PUCKOM HapyLIEeHWI: 3a KaXKAabl BbINOSIHEHHbIN pe6eH-
KOM pasfjen cTaBuTCS onpeaeneHHoe Konn4ectBo 6asnos,
OAHaKO B camux noapasjefiax 4acTto OTCYTCTBYEeT TO4YHOoe
KOJIMYECTBO C/IOB UM KOHCTPYKLUMK, KOTOPOE [OSIKEH BOC-
NPOM3BECTN PEBEHOK AN HauyucneHua 6annoB (Hanpumep,
60raTcTBO CMHTAKCMUCA M JIEKCUKM OLLIEHMBAETCH Kak 6egHoe
Unn boratoe Ha ycmoTpeHue norornega). [1oatoMy o4eHb
MHOroe 3aBWCWUT OT JIMYHOIO OrMbiTa JIOronefoB, KOTopble
NPUHMMalOT pelleHne. bosee Toro, HACKONbLKO HamM M3BECT-
HO, anpobauuio onpeaeneHHoOro BapuaHTa Jjoroneauye-
CKMX KapT Ha 60/blIOW rpynne AeTer paHee He NpoBoOau-
v (B HeAaBHMX WccnefoBaHMAX MEeTOAMKa MpUMeHsnach,
Hanpumep, B rpynnax n3 18 [20] n 20 geten [21]), noaTomy
cienaTb BbiBOA O HaAEXHOCTW, BalMAHOCTU U HaIM4yuUM
pedepeHCHbIX AaHHbIX A1 WMHCTPYMEHTa He npeacTaBns-
eTcs BO3MOXHbIM. B ¢BA3K € 3TMUM BaXKHO pas3pabaTbiBaTb
METPUKU U ANarHOCTUYECKUE MHCTPYMEHTHI, MO3BONSIOLINE
fenaTb 6oniee cTporve BbiBOAbl. B HacTtosillee BpeMs Bce
6onbllee BHUMaHWE yaenseTcs JIMHIBUCTUYECKON NOArOTOB-

Ke nefaroroB M 0ronefos, KOTopasi Crnoco6CTBYET aydliemy
NMOHMMaHUI0 $I3bIKOBbIX MEXaHW3MOB W [efnaeT BO3MOX-
HbIM NMPUMEHEHWE NIMHIBUCTUYECKM OGOCHOBAHHbIX TECTOB
AN TOYHOW W [1eTaNnbHOW OLLEHKM A3bIKOBbIX KOMMETEHLMN
pebeHKa [22].

KopnycHblie meTofbl

Mpy oueHKe pa3BWUTUS A3bIKOBOW CUCTEMbI pebeHKa
Ba)KHYI0 POSib MrpatoT MCCnefoBaHMsa 3annucen CrnoHTaHHOM
[ETCKOW peyn B €eCTEeCTBEHHbIX YC/OBUAX. TakKue 3anucu
coyeTaloT NpenMMyLLeCTBa 3KOJIOMMYECKON BanuaHOCTH (COOT-
BETCTBMS TECTOBOM 3ajayuM peanibHOM KU3HEHHOW 3aja-
ye, KoTopas Ciay)Kuna MpoTOTMNOM TecTa) U HaOeXHOCTH
(YyCTOMYMBOCTM K MOrPELIHOCTAM M3MepeHus). Heobxoanmblie
JaHHble MOXHO MNOJy4YUTb U NpOoaHanM3npoBaTb NyTem CO3-
JaHna 6a3 AaHHbIX (KOpMnycoB), COAEPXKaLLUX JIOHTUTIOAHbIE
3anucu ectecTBeHHoM peyn geten. O4HUM U3 caMblX U3BECT-
HbIX MNOAO0GHBLIX KOPMNYCcOB siBAseTca 6a3a AaHHbiXx CHILDES
(https://childes.talkbank.org), paspa6oTtaHHas K. Snow
n B. MacWhinney (YHuBepcuteT lMuttc6ypra, CLLUA) B 80-e rT.
npownoro BeKa [23]. B HacTosee Bpemsa Kopnyc CHILDES
COLEPXMUT CTEeHOrpaMmbl, ayauMo- U Bnaeo3anucu Ha 6onee
yeM 26 a3blkax. OHM cobpaHbl U3 Bonee YeM cTa pasInYHbIX
NMOAKOPMYCOB W BCE OTKPbITbI A1 AOCTyna no BCemy Mupy.
TeKcTbl B KOpnyce TpaHCKpUbupoBaHbl B eaMHOM dpopmaTte
CHAT [24] ¢ nomouybto nporpammbl CLAN [25], 4To genaet
BO3MOXHbIM WCMNOMb30BaHWE pas/iMyHbiXx NporpaMmm ans
JanbHenwero aHanuMsa Martepuana. Mimetotca B 6a3e 1 aax-
Hble PYCCKOroBOPSILIMX AeTeN, Hanpumep 610K YCTHbIX pac-
ckazoB Frog where are you?, Bkitoyaowmm 170 nctopuu,
W OBa Kopnyca C JIOHTUTIOAHBIMW JaHHbIMWU PYCCKOroBOpS-
wmnx peten Bapwm (Kopnyc Protassova) u Tanu (Kopnyc Tanja).

CywectByeT Takxe Kopnyc BiRCh (Corpus of Bilingual
Russian Child Speech — Kopnyc 6unuMHrBanbHOM PyCCKOWM
[IETCKON peun) [26], coaepKallnin AaHHble AeTEN U3 MOHO-
JNIMHTBAJIbHbIX W OWIMHIBaNbHbIX PYCCKOSA3bIYHbIX CEMEW.
lMpoeKT, KoTopbi BeAET rpynna y4eHbiXx M3 YHMBepcuTeTa
bpaHaenca (CLUA), BKnao4vaeT 3anucu geten us Poccuu,
YKkpawuHsbl, lfepmanum, CLUA n KaHaabl. CeMbM, y4acTBOBaB-
liMe B NpoeKTe, fenanu ayamosanucu peyu jeTen B Bo3pac-
Te oT 5 go 10 neT u cornacuancb NPeaocTaBUTb OTKPbITbIN
[I0CTyN K 3anucsimM u cTeHorpammam. Bece matepuanbl o6pa-
6aTbiBalOTCA B COOTBETCTBMM C OOLMM MPOTOKONIOM, KOTO-
pbi BKIOYAET B cebsa cneaylolime atanbl: BbI6GOp MHDOP-
MaTuBHbIX pparmMeHToB, MX paclmdpoBKYy B MNporpamme
ELAN (https://archive.mpi.nl/tla/elan), aHoHMMM3aLMUIO
(MpcBOEHWE NCEBAOHMMOB BCEM MMEHAM W UCKIOYEeHWe
NIMYHON MHOPMaLMK), MOPDONOrMYECKMI U CUHTaAKCHUYe-
CKMI pasbop. Lenb npoekta — co3gaHne rpaMmMaTtuyecku
06paboTaHHOro, CUHXPOHW3MPOBAHHOIO C ayano3arnucsimu
M CBOOOAHO [AOCTYNMHOrO B CETU MHTepHeT-Kopnyca peyu
[eTen, U3yyaloLmx PYCCKUIM A3bIK B OAHOA3bIYHbIX M ABYS3bIY-
HbIX CEMbSIX. MIcnonb3ysa AaHHblE BbIlEONMCaHHbIX KOPMYCoB,
MOXHO CNneamTb 3a NOCTEMNEHHbIM Pa3BUTUEM CMOHTAHHOM
[IETCKOM peyn, pa3pabaTbiBaTb, NPOBEPSATb U UCMONL30BATb
0ObEKTMBHbBIE METOAbl €€ OLEHKMU, Hanpumep Te, KoTopble
Mbl OMUCbIBAEM HUXKeE.

MeTpurKon ana obuen oLEeHKN AETCKON peyn Ha Kopnyc-
HbIX AaHHbIX CAYXWT CpeaHss AIMHa BblCKa3blBaHWA (@HM.
mean length of utterance; MLU). MeToa OUEHKM OCHOBaH
Ha nofcyerte cpefHero KonnyectBa MopdeM B BblCKa3blBa-
HUAX CMOHTaAHHOM peydn pebeHKa [27]. ATOT MeToa LWMPOKO
UCMONb3yeTca A/15 OUEHKW pedvn aHroroBopswmnx AeTen.
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B HepaBHeMm uccnepoBaHuu [28] aBTOpbl Ha OCHOBE COO6-
CTBEHHOro cobpaHHOro Kopnyca CroHTaHHOW peyun 27 pyc-
CKOSI3blYHbIX AeTew B Bo3pacTe OT 2 neT 9 mec go 5 net
7 MecC MOACYUTbIBAIM CPeHIo AJIMHY BbICKa3biBaHUs B CI1O-
Bax, CNoBoo6pasylolWwmnx mopbemax, ClOBOM3MEHUTENbHbIX
mMopdemax, 6ykBax M crnorax Ha nepsbix 100 BbicKa3biBa-
HUSAX Kawgoro pebeHka. bbino nokaszaHo, YTO MHCTPYMEHT
obecneynBaeT HafeXHyl0 OLEeHKY pa3BUTUS OETCKOM peyu
B nepuoa ot 3 neT Ao 3 net 6 Mec, 4TO Aenaet BO3MOXHbIM
€ro NpUMeHeHWe B aHanmM3e peyn PyCCKOroBOPSILLMX AeTen
B 9TOM BO3pacTe.

MeTpuKown, oTparkatolern MOpPONOrMYEeCcKyto COXKHOCTb
peuyn pebeHKa, ABNSETCA CpeaHUIn pasmep napagnrmbl (aHr.
mean size of paradigm; MSP) [29]. MSP onpeaensieTcd Kak
OTHOLUEHME [0/ YHUKAJIbHBIX CNOBOPOPM B BbIGOPKE K KOMK-
4eCTBY YHUKasIbHbIX 1eMM (HavasbHbIX GOpPM C/I0Ba) B TOM XKe
Bbl6OpKe. ABTOPbI 3TOM METPUKM MOACHUTLIBANN KyMYIATUB-
Hbln MSP, T.e. ecniv B Te4eHWe NepBoro Mecsa HabaloaeHUH
pebeHOK NPOM3HOCKA cnoBa am U has, 370 paccYuTLIBaNoCh
Kak MSP 2/2 = 1 (aBe yHWKaNbHble ClOBOGOPMbI U [Be
YHUKalbHble eMMbl). Ecnn B TeyeHne BToporo mecsita pebe-
HOK npou3Hocun cnoBo have, MSP paccuuTbiBancs Kak
3/2 = 1,5 (Tpu yHUKanbHble coBOGOPMbI, HO 2 YHUKaSbHbIE
NIEMMbI, TaK KaK cioBodopMbl has 1 have OTHOCATCS K 0aHOM
nemme). bonblume 3HavyeHuss MSP yKasbiBalOT Ha 6osibluee
Mopdonornyeckoe 6oraTtcTtBo peyn pebeHKa. Ha npumepe
[eBATU feTew B BodpacTe 14—36 Mec, roBOPSLLMX Ha Pa3HbIX
A3blKax, NOKa3aHo, 4To cTeneHb Mopdonornyeckoro Gorar-
CTBa peyn, obpalleHHON K pebeHKy, MONOXKUTENBHO KOoppenu-
pyeT CO CKOPOCTbIO Pa3BUTUA MOPPONOTUK CYLLECTBUTENbHbIX
W rNaronoB B AETCKOM peun [29].

NS OUEHKM CMHTAKCMYECKOM C/IOXKHOCTM PEeYu aHrio-
roBopsilero pebeHKka npeanoxeH MHAEKC NPOAYKTMBHOCTHM
CcuHTaKcuca (aHrn. index of productive syntax; IPS) [30].
NS OUEHKM y4uTbiBalOTCS MOSIBIEHWE WU Hanu4mMe B AeT-
CKOM peyun pas/inyHbIX TUMOB 3/IEMEHTOB CUHTAKCUYECKMUX
KOHCTPYKUMUK. Tak, Hanpumep, 419 CyLeCTBUTENbHbIX Npes-
JIOXKEHbI TaKMe KOHCTPYKLUMU, KaK CylecTBUTeNIbHoe, MeCTo-
MMEHME, MOoAUPUKATOPbl, TPEXCIIOBHbLIE MMEHHbIE TPYNMbI
n gpyrue. Ony6nMKkoBaHa Bepcus aToro MeToga, agantupo-
BaHHasa 4ns pyccKoro s3bika [31]. B Helt ncnonb3oBaHbl KOH-
CTPYKLMKU, peneBaHTHble AN PYCCKOro s3blka (Hanpumep,
[IBYCNOBHbIE MMEHHbIE FPYyMMbl C yrpaBlieHUEM, ABYCI0BHbIE
MMEHHbIE TPYNMbl C MpUMbIKaHueM). MeToanKa Gbina npote-
CTMPOBaHa Ha KOpPMYCHbIX JdHHbIX, MOKa3aHa NPUMEHUMOCTb
Takoro cnocoba OLEHKN AETCKON peym (OLIEHKM NMONOXKUTENb-
HO KOppenupoBanu ¢ BO3pacToM AeTen).

TecTbl M GaTapeu TecToB

[na OLEHKM YPOBHSA PEeYeBOro M SI3bIKOBOr0 pPas3BuUTUSA
LeTen NPUMEHSIIOTCS TaKXKe U CTaHAapTU3MPOBaHHbIE TECTbI
n 6atapen (KOMGUHaLMK) TecToB. BaxKHbIMU 0COGEHHOCTS-
MU TaKUX TECTOB SABNSAIOTCA JIMHIBUCTMYECKM OBOCHOBAH-
HbI Noa6Gop CTMMYNOB, CTaHAapTM3MpPOBaHHaA npoueaypa
npoBeAeHns U Hanuune pedepeHCHbIX AaHHbIX (BKIoYas
KOHTPOJIbHbIE YPOBHM AN MPUHATUS pelleHnin B npouecce
[MAarHOCTUKM).

batapesa TecToB, peanu3oBaHHas B MPUIOKEHMUU
KOPAB/IMK (KnuHnyeckaa OueHka PA3BuTMA Ba3soBbix
NMMHrBuctnyecknx KomneteHumn), paspaboTtaHa 415 OLLEHKHK
pPa3nYHbIX aCMeKTOB A3bIKOBOW CUCTEMbI PYCCKOSA3bIYHbIX
neten B Bo3pacTte ot 3 n1eT [32]. ITa baTapes TeCTOB BK/IOYaAET
3aflaHUs Ha NOHWMaHWe (pas3nuyeHue 3BYKOB, MOHUMAaHWE

CYLLECTBUTENbHbIX, MOHWUMaHWE rNaronoB, NOHMMaHWe npea-
NO¥EHUN, NOHUMaHWe TEKCTa) U NOPOXKAEHME peyn (MOBTO-
peHWe MnceBAOCNOB, Ha3blBaHWe OOBLEKTOB, Ha3blBaHWe
[LEeNCTBMIN, cocTaBNeHWe MPEeaNOXKEHUN, NOBTOPEHWe npega-
JIOXXEHWUKN, paccKas Mo PUCYHKyY). TecTupoBaHue NpoBOAUTCH
C MCMNONb30BaHMEM MaHLleTa, YTO MO3BOASET BKAOYaATb
B MPOLIECC OLUEHKM BU3yaNbHble U ayaUOCTUMY/bl. 3agaHus
Ha MOHWMaHWe OLEHWBAIOTCS aBTOMATMYECKU, B 3afaHUAX
Ha NopoXaeHue BeAeTcs aBTomMaTMyecKas 3anucb OTBETOB
pebeHKa, KoTopasa TpebyeT JanbHENIen OLEHKMU TeCTUPOB-
LMKOM MO NpOTOoKoAy. TecT 6bI1 CTaHAAPTU3UPOBAH Ha rpyn-
ne TUNMYHO pal3BMBalOLLIMXCHA AeTer B Bo3pacTe 3—11 ner,
a TaKxKe onpoboBaH Ha AeTAX C pacCTPOMCTBaAMM ayTUCTHYe-
CKOro CrneKTpa 1 ¢ 06lWn1M Hegopa3BUTrem pedu [33].

HaBblKM MNOHUMaHMA W NOPOXKAEHWS pPeyn (BKAtO-
4Yas KOMMYHMKaTUBHblEe HaBbIKM) MOryT OblTb MPOTECTU-
poBaHbl C uMcnonb3oBaHnem MetoauMku PLS (Preschool
Language Scales — 93blKOBble LWKabl A9 AOLWKOAbHU-
KoB) [34]. Tect BKtoYaeT wWwkKanbl Auditory Comprehension
(pyc. CnyxoBoe BocnpusTne) n Expressive Communication
(pyc. IKcnpeccBHaa KOMMYHUKaLLMSA), a TakKe 9 pa3aenos:
BHUMaHWE, Urpa, KeCTbl, pe4eBoe pa3BUTME, coLManbHas
KOMMYHUWKaLMs, CEMaHTWKa (CnoBapHoe pasBuTHE, KoNnye-
CTBEHHbIE, Ka4yeCTBEHHbIE, MPOCTPAHCTBEHHbIE U BPEMEH-
Hble KOHLENTbl, NpeAcTaBNieHUs O MNOCNeAoBaTeNbHOCTH),
A3blKOBas CTPYKTypa (MOPGdONOrnsa u CUHTAKCKUC), UHTErpa-
TUBHbIE 13bIKOBblE HABbIKM M 3@4aTKWM rPaMOTHOCTU. TecT
npeaHa3HayvyeH AN OLEHKW peyn y AeTert OT POXKAEHMS Ao
7 net BKIOYUTENbHO, 3ajaHNs B HEM pa3aesieHbl No CMOX-
HOCTM B COOTBETCTBUM C BO3pacTom pebeHKa. [ns pyccKo-
roBOpslWMX AeTern MeToauKa 6bina aganTMpoBaHa rpynmnown
uccnepoBatenen n3 CaHKT-lleTepbyprckoro yHuBepcuTeTa
[35, 36], 6b110 TaKKe NPoBeAEHO UccneaoBaHne, NOATBEP-
IMBILLEE HA[IEXKHOCTb M BaIMAHOCTb 3TOM Bepcun TecTta [35].

NS OUEHKW crnyxopevyeBOWn NaMsaTh y [eTen LUMPOKO
ucrnonbadyetca Tect RAVLT (Rey Auditory Verbal Learning
Test — TecT Peq). OpurmnHanbHbiM TecT Obln pa3paboTaH
4151 B3POC/bIX C LIebl0 MPOBEPKM KPaTKOBPEMEHHOW Bep-
6anbHOW MamaTh, BepbanbHOro 06y4YeHUs, MOCTUHTEpPde-
PEHLMOHHOIO BCMOMWHAHWUA U pacrno3HaBaHUs BU3yasbHO
npeactaBneHHoro mMartepuana [37]. Ons pycCKOroBOpsiLLMX
NIML, Hapsiay ¢ B3pOC/ion Bepcuen OGbina afgantMupoBaHa v Bep-
cus Tecta anga aeten [38]. MNpoxorkaeHWe TecTa OcylecT-
BSIETCSA C MCMNOSb30BaHWeM nnaHweTa. Bepcus Tecta ans
[eTew BKoYaeT BoceMb Npo6: naTtb Npo6 A9 3anoMUHaHNUS
CMWCKa CMIOB Ha CAyX M WX MOCNeaylollero HasblBaHUS,
WwecTyto npoby ¢ npeabsBieHUMEM APYroro Chucka CclioB
M UX nocneaylowmm HasbiBaHMeM. 3atem nocne 20-MWUHyT-
HOro MepepbiBa y4acTHUKaM npeanaraercsa cegbmas npoba,
BK/lOYaloWas 3agady BOCMNPOU3BEAEHUS COB M3 MepBOro
CMWCKa, M BOCbMas — CO 3pUTENbHbIM MpeabsBieHUeM
CNOB M3 NEepPBOro U BTOPOro CMUCKOB, AONONHEHHbIX HOBbIMU
C/loBaMM, cpean KOTopbIX HE06X0AUMMO BbliGpaTh HAa3BaHHbIE
paHee Ha cnyx. [Insl aToro Tecta nMmetotcst pedepeHcHble aaH-
Hble Ang Bo3pacTta oT 5 o 18 nerT.

[Ons KOMMNEKCHOM OLEHKWM HaBblKOB (QOHOM0rn4ye-
CKOW 00paboTKM npeaHa3HayeHa 6Gatapes TectoB 3APA
(3ByKkoBon AHanua Pycckoro A3sbika) [39]. TecT 6bin paspa-
6OTaH ANS OLLEHKM 3TOro HaBblKa y AETeN, UCMbITbIBAOLLMX
cucTemMaTMyeckue TpygHOCTM C uyTeHneM. baTapesi BKito-
yaeT 7 cybTecToB: AMCKPUMUHaUMA GOHEM, NeKcuyeckoe
peleHne, NOBTOPEHME NCEBAOCNO0B, ONpeaeneHne Hannm4ums
3BYyKa B C10Be, Ha3blBaHWe NepPBOro 3ByKa B CMOBe, NOACYET



KO/IM4yecTBa 3BYKOB B C/I0BE, 3aMeHa 3BYKa B MCeBOCN0BE.
3afaHus BbINOHAIOTCS B MOPSAKE OT caMOro nNpocToro (guc-
KpUMrHaLuns GbOHEM) A0 CamMOro C/IOXHOro (3aMeHa 3ByKa
B ncesgocnose) [40]. batapes peann3oBaHa B BUAE Npuo-
MEHMA ONs NnaHweTa, Bce CTUMYNbl Obliv NpeaBapuUTeNbHO
3anucaHbl AMKTopoM. Takas popma obecneynBaeT cTaHaap-
TU3UPOBaHHOE NpeabsiBieHMe BCeXx NPo6 BCEM yYaCTHUKaM
TecTupoBaHua. [na 6atapen TectoB 3APHA onybnvMKoBaHbI
pedepeHcHble JaHHble ans ageten B Bo3pacte 7—11 net [40].
Kpome TOro, 6bila nNpoBedeHa OLEHKa MEXK3KCNEePTHOM
W peTecToBOW HafexHocTu [39], o6HapyxeHbl BbICOKWE
noKasaTesnun no 3aTMm napameTpam.

[na oueHKM naccMBHOro CNoBapHOro 3anaca paspa-
60T1aH TecT Peabody Picture Vocabulary Test (pyc. Tect nac-
CUMBHOIO C/I0BaApHOro 3anaca ¢ KaptMHkamu Muéoan) [41].
Tect nogxoauT ONA MCNONbL30BaHUA Yy [eTen B Bo3pacTe
2,5 neT 1 cTaplle u npeacraBnser cobon 228 Habopos U3
YyeTbipex KapTUHOK, pasgeneHHbix Ha 19 cepui. 3agada
TECTUPOBAHUA: UCMbITYEMbIV JO/MKEH YKa3aTb Ha KapTUHKY,
KOTOPYIO BCyX HAa3blBaET aKCNepumeHTaTop. TecT 3aBeplua-
eTCs NPU AOCTUIKEHUU WCMbITYEMbIM «MPEeAeNbHON Cepum»,
T.6. CEPUM, B KOTOPOWM KOJIMHECTBO OLIMOOK MpeBbLICUT 8.
MpKn OUEeHKe pe3ynbTaToB YYUTbIBAIOTCA HOMEpP npeaenbHom
cepuun, obllee KOIMYeCcTBO OWMOBOK M npeaBapuTenbHas
OLEeHKa (pasHuua Mexay npeaesibHbiM 3Ha4eHUEM U CyMMOK
OWKBOK). TecT 6bln CTaHAAPTU3MPOBAH [N aHIIMUCKOro
W UCMAHCKOro A3bIKOB, Obl/IM CO34aHbl BEPCUWU ONA MHOMMX
APYrux A3bIKOB, TaKXe NpoBOAMSIOCH UCCNeloBaHWe, B Xoae
KOTOpOro 6blna aganTupoBaHa pycCcKos3bl4Hasa Bepcus [42].
MNocneaHas HaxoAuTcs B MpoLecce Banuiauuun, NO3TOMY
npaKkTM4yecKoe ucnofib3oBaHue Tecta [MMboam B Poccun
B HacTosILLEE BPEMS NMOKa He NpeAcTaBnseTcs BO3MOXHbIM.

NMAPAMETPbI OLIEHKU AMATHOCTUYECKOM

LEHHOCTU UHCTPYMEHTOB

lMoHMMaHWe JOCTOUHCTB M OrpaHUYEHN METOAOB OLEHU-
BaHWA 4Ype3Bbl4aHO BaXKHO AN MPUHATUSA 0OOCHOBAHHbIX
pelleHni o0 Bbibope MeToAa U UHTepnpeTaLmm ero pesynsra-
ToB. KaK npaBuno, akcnepTbl OLEHWBAIOT AUarHOCTUYECKME
XapaKTEPUCTUKN METOAOB C TOYKM 3PEHUA UX HAAEKHOCTU
no NoKasaTtesto norpewHocTn namepenus [43]. HagexHocTb
TecTa, B YaCTHOCTH, NPOSIBNSIETCS B €r0 BHYTPEHHEW cornaco-
BaHHOCTU: B3aMMOCBA3M KaXKAoro n3 3/1IeMeHTOB TecTa C ero
dHUHaNbHbIM pe3ynbTaToM. 15 OLLEHKN BHYTPEHHEN cornaco-
BaHHOCTU TeCTa W OTAENbHbIX TECTOBbIX LKA MCMONb3yeTcs
Ko3apoduumeHT «anbda KpoHbaxa» nnm ero skBnBaneHTsl [43].
Kpome TOro, oueHuMBaeTCss Ha[eXHOCTb napasinesnbHbiX
dopm (NpoBepKa 3KBMBANEHTHOCTU Pa3/IMYHbIX BapuaHTOB
OHOrO TecTa), peTecToBas Ha4eXHOCTb (NpoBepKa pe3yib-
TaToB TecTa Ha TOW Xe BbIOOpPKEe Yepe3 onpeaenieHHoe
BPEMS) U MEXIKCNEepPTHasd HaLEeXHOCTb (MoKasaTtesb TOoro,
HaCKOJIbKO 3KCNepT, MPOBOAALWMIN TECTUPOBAHWE, BINSAET Ha
pesynbraThl y4acTHUKOB TecTa) [43]. pyruM BaKHbIM KpK-
TepueM Ans OUEHKU AMArHOCTUYECKMX MHCTPYMEHTOB BNS-
eTCsl BaNMAHOCTb — COOTBETCTBME COAEPMHKAHWUS METOAMKM
npeameTy ee OuUeHKW. BanuaHocTb TecTa noapaspensiercs
Ha BHELLHIOK (COOTBETCTBME LeNn TecTa ero GpakTtuyecko-
My COAEPXKaHUIO), codepKaTenbHylo (NpoBepKa npoueaypbl
pa3paboTKn M ee 060CHOBAHHOCTb), KOHCTPYKTHYIO (COOT-
BETCTBME TEOPETUYECKUM YTBEPKAEHUAM, MONOXKEHHbLIM
B OCHOBY TecTa), KpUTepuasnbHylo (B3aMMOCBSA3b pe3yNbra-
TOB TeCcTa C BHEWHUMWU KPUTEPUAMMU), KOHKYPEHTHYIO WNn
[AMarHoCTUYECKYIO (COOTBETCTBME pe3y/nbTaToB TecTa Hesa-

BUCUMOMY KPUTEPUIO, HacTo pacCyMUTbIBAETCA NyTem COrMo-
CTaB/IeHWUs pe3ynbTaToB HOBOIMO TecTa U TecTa C U3BECTHOM
BaNMAHOCTLIO). OTAENBHO BbIAENSAIOT 3KONOrMYECKY0 Banua-
HOCTb — COOTBETCTBME TECTOBOM 3ajayv peasibHOW W3-
HEHHOW 3aJave, KOTopas CnyXKuna npoToTunom Tecta [43].
OueHKa napameTpoB TECTOB MPOBOAMTCH TaKXKeE C y4eToM
penpeseHTaTMBHOCTU (MPeaCcTaBUTENIbHOCTU BblGOPKK, Ha
KOTOPOW MpoOBEpPSETCH MEeTOA: pa3Mep, KpUTepuu BKIOYe-
HUSA M HEBKOYEHUS), AOCTOBEPHOCTU (TpebGoBaHMSA K Mpo-
Lieaype npoBeAeHUs: UCKIoYEHNE HEOOBbEKTUBHBIX pe3ysb-
TaToB, Hanpumep MNoNyYeHHbIX BCNeACTBME HeaKKypaTHOro
TECTUPOBAHMUS) U Hannums pedepeHCHbIX AaHHbIX (QaHHbIX
O CpefHUX 3HaYeHUsAX U CTaHAAPTHbIX OTKIOHEHWUSX, Mony-
YEeHHbIX Ha rpynne TUNUYHO pa3BUBAIOLLMXCH AeTEN).

[MOMUMO BbIENEPEYNUCTIEHHBIX KPUTEPUEB, BAXKHO Y4u-
TbiBaTb BO3MOMXHOCTb M LLENecoobpas3HOCTb MPUMEHEHUS
WHCTPYMEHTa Ha npaKTuKe. TaK, Ang negaroros w norone-
[10B Npn BblI6OpEe MHCTPYMEHTA OLIEHKM BarKHO MOHWMAaTb,
KaKne YpOBHM si3blKa BKJIIOYAOTCS B METOAUKY (poHonorus,
MOpPhONorus, IEKCUKa, CUHTAKCUC, ANCKYPC), a TaKKe BO3-
pacT, B KOTOPOM YMECTHO NPUMEHEHNE MHCTPYMeHTa. Kpome
TOro, He06X0A4MMO 3apaHee OLEeHMBaTb BPEMEHHbIE U MaTe-
puanbHble 3aTpaTbl Ha npoBedeHWe oueHuBaHug. Ond
60/bllen 06BbLEKTUBHOCTU MONE3HO BKJOYaTb B METOAMKY
06BbEKTUBHYIO GUKCALMIO pe3yNbTaToB (MMCbMEHHO, C MOMO-
WblO BMAEO WAW ayauo) AN nocneaylowen nepenpoBepKku
(npn Heo6xoaMMOCTH). OXKMAAETCs, YTO CyLLECTBEHHO MOBbI-
CUTb MEXIKCNEPTHYIO Ha[EXHOCTb U COKpaTUTb 3artpaThbl
BPEMEHU Ha NpOBeAeHWe TeCTMPOBaHWS MOXET aBTOMa-
TUYECKas OLUeHKa pe3ynbTaToB B MPUIOXKEHUU (Hanpumep,
3anuMcb BPEMEHU peaKkLMM W pacyeT cpefHerh TOYHOCTU
OTBETOB MNPW MNPOBEAEHWMWM TECTOB Ha MOHUMaHWe peyn).
locne 3aBeplleHUs TECTUPOBAHWUS B TaKUX MPUIIOKEHUSAX
pe3ynbTatbl 06bIYHO BbIBOAATCSA Ha 9KpaH U/1nu MoryT 6biTb
BbIFPY)XX€Hbl OTAEbHbIM hannom.

B 1abn. 1-3 npeactaBneHa cucTteMaTM3vpoBaHHas
MHbOpMaumMsa, KOTopas MOXET OblTb MOMAE3HOM MNpU MNpu-
HATUW pPELIEHUN OTHOCUTENBbHO BblGOpa TOW WAWU WHOWM
METOAMKK A1 OLEHKU PeyeBOro U siI3bIKOBOro pPa3BUTUSA
y OeTen C y4eTOM COBOKYMHOCTM O6CTOATENLCTB. [Ana TOoro
4TOObl METOANKK ObINO yaoGHEE CpaBHMBATb MeXy CO60N,
BblAENEH W ONUCaH PSAA KOYEBbIX AMAarHOCTUYECKMX Napa-
METPOB AN KaXKAOM M3 PACCMOTPEHHbLIX Bbllle METOAMK.
B nepByto ovyepeab AN Kaxkgon METOAUKU Mbl YKa3blBaeM
BO3pacT NPUMEHEHMS, @ TaKXXe YPOBHM M acCrneKTbl peye-
BOrO M 13bIKOBOr0O pa3BUTUSA, KOTOPbIE NO3BONSET OLIEHUTD
MeToaunKa. [ocne aToro NpMBoAMM MHMOPMALIMIO O HANMUYKUK
HOPMAaTMBHbIX AaHHbIX, HAJEXHOCTU (BHYTPEHHAA corna-
COBaHHOCTb, peTecToBas HaAEeXHOCTb, MEeX3KcnepTtHas
HaJeXHOCTb), AOCTOBEPHOCTU W BaNMUAHOCTU. [TOCKOJNbKY
He N5 BCEX MHCTPYMEHTOB [AOCTYMHbI AAHHble O BalU[HO-
CTWU, Mbl CAeNnanu ogHy CTPOKY «BanuAHOCTb» B Tabnuue ans
MHPoOpMaLMN O BHELWHEN, KOHCTPYKTHOM, KOHKYPEHTHOWM
W AMArHOCTMYECKOM BanMAHOCTM WU BHOCUIM MMetolmnecs
[JaHHble C yKa3aHWem jaeTanen, eciu TaKoBble WUMENUCH.
NHdopmMauus 06 3KOOrMYECKOM BaNUAHOCTU, OYEHb BaX-
Has ANt MHCTPYMEHTOB OLLEHKM MMEHHO PaHHEro peyeBoro
1 3bIKOBOIO Pa3BUTUS, MPeACTaBleHa OTAEbHOM CTPOKOW.
Kpome Toro, B Tabnuuax npeactaBieHO OMMCaHUE TaKux
napamMeTpoB, KaKk BPEMEHHbIE U MaTepuasibHble 3aTpaTtbl Ha
OLleHWBaHMe, BO3MOXHOCTb GUKCaLIMKN pe3ynbTaToB U nepe-
NMPOBEPKMK, YTO MOXKET OblTb Ba)KHbIM AJ1A MPaKTUY4ECKOro
NPUMEHEHUs NpuBeLeHHbIX METOLOB.
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Ta6auuya 1. [lHEBHUKOBbIN METOA, ONPOCHUKHK

Table 1. Diary method, questionnaires

Bospact .
P bes orpaHuyeHum 8-36 mec 7 net [o 7 net
NpPUMeHeHUs
Bce ypoBHu HeBep6asnbHbin,
OueHnBaemble .
M MOAaNbHOCTH S3blKa NeKCMYECKMi (naccus Bce KOMMOHEHTbI peyn:
YPOBHM S13blKa . ®doHeTUKa, NeKcrKa,
(doHeTnKa, Mopdonorus, 1 aKTuB), MOPDONOrMYECKNi, doHeTnKa, poHemaTunka,
M acnekThbl o Mopdonorus,
CHMHTaKCHC, CEMaHTUKa, CUHTaKCUYECKUH, rpammaTuKa, 1eKcuKka,
peyeBoro . . CUHTaKcHC
pagEUTHS [IMCKYPC; NOHMMaHue KOTHUTUBHbIN, CUHTaKCHC, IMCKYPC
1 MOPOXAEHUE peyn) PoHeTUYECKnM
Hanuyne
OTcyTCTBYIOT HeT B OTKpbITOM
pedepeHCHbIX Ony6anKoBaHbl [6] HeT B OTKpbITOM AoCTyne
(1 He MoryT 6bITb COBpaHbl) poctyne
[aHHbIX
BHyTpeHHsA
yip HeBO3MOHO OLLEHUTb Bbicokas [6] Bbicokas [17] He oueHnBanach
COrnacoBaHHOCTb
HeBO3MOXHO OLEHUTL
pasBuTHE pebeHKa
PeTectoBas HECKOJIbKO pa3 M CpaBHUTb
HenpumeHumo He oueHnBanach He oueHnBanach
HaJEeXHOCTb pesynbTaThl, BCS cepus
HabnoaeHun 3a pebeHKom
1 CTaHOBUTCS 06LLEN OLIeHKON
MexakcnepTHas
HeBO3MOXHO OLEHUTb He oueHnBanacb He oueHnBanacb He oueHnBanacb
Ha[eXHOCTb
Mo Kaxaow Nnpo6e duKkcupyertcs
Mcnonb3yetcs Mcnonb3yetcs COOTBETCTBUE/HECOOTBETCTBUE Cy6ueKTHBHES
[locToBEepHOCTb CYObEKTUBHasA OLEeHKa CYObEKTUBHAsA OLEeHKa peyeBoro noseaeHns pebeHka oLieHKa noronesa
Habnogarens poautens BOMPOCY ONPOCHMUKaA C TOYKHU
3peHus noronega
MoaTBepkaeHa BHeLHSS BanuaHocTb NnoaTBepXaeHa
BanugHocTtb Henpumenumo Ba/IMAHOCTb PYCCKOM B NMUIOTHOM He oueHnBanacb
Bepcuu [6] ncenefoBaHum [17]
OueHunBaeTtcs
OueHnBaeTCs ecTeCTBEHHas
ecTecTBEHHas peyb,
JKonoruyecKas OueHnBaeTcs peyb pebeHKa | OueHuBaeTcs peyb pebeHKa peyb, HO B YCIOBUSIX LLIKO/bI HO B VCIIOBMSIX LIKOMb
Ba/IMAHOCTb B €CTECTBEHHbIX YCIOBUSIX B €CTECTBEHHbIX YCIOBUSIX WM NoroneanM4eckoro y
WM NoroneanM4eckoro
KabuHeTa
KabuHeTa
OnpoCHKK 3anonHsaeTcs
OKono 5 MuH
. no peaynbratam HabnaeHs . IKOHOMMYHBI
BpemeHHble TpebyeTcs 60/blION 06bEM (nepBbIv aTan) +
. poauTens 3a pe6eHKom Nno BPEMEHMU
3aTpaThbl perynspHbIx 3anucen 0K0J10 20 MUH
B TEYEeHWe Helenu; Bpems o (no yaca)
(BTOpPOW 3Tan) [17]
3anoNHeHns — OKOJo Yaca
BnaHKu 0NpoCHUKOB,
06paboTKa 3anonHEHHbIX
[lononHUTENbHbIX
ONPOCHUKOB BPYYHY!IO,
mMaTepuanbHbIx 3aTpat
3anonHeHue bnaHka
MaTtepuanbHble He TpebyeTcsl, HabnaeHns EanHble 6naHKku
peyeBoro npoduns EAauHble 6naHKu ONPOCHUKOB
3artpathbl MOryT 6bITb 3an1caHbl ONPOCHMKOB
. - pebeHKa ¢ conocTaBneHnem
Ha Nto60oMn GyMaKHbIN
. CO CTaH4apTU3UPOBaHHbIMU
WIIN 3NEKTPOHHbIN HOCUTENb
HOpMaMu pe4yeBoro
pas3BuTUs
duKkcaums duKenpyrotcs HabnogeHus dukcauns
duKcauusa pesynsraToB
pesynsraToB 3a peyblo, a He cama duKcauusa pesynstatos pe3ynbLTaToB TOMbKO
TONbKO B MMCbMEHHOM BUzE,
1 BO3MOXHOCTb peyb, HET BO3MOXHOCTH B NMUCbMEHHOM BUAE B MMCbMEHHOM BUfE,
HeT ayano Unu BUAeo
nepenpoBepKM nepenpoBepKu HeT ayano unu Buaeo

MpumeyaHne. PeTecTtoBas HaeKHOCTb — BOCMPOW3BOAMMOCTb Pe3yNLTaToB METOAMKM, €CIM TECTUPOBaHWE NPOBOAUTCS Ha TOW e BbiGOpKe
yepes HEKOTOPOe BPEMST; MEKIKCNEPTHAS HAEKHOCTb — HEM3MEHHOCTb PE3YNLTaTOB TECTUPOBAHMS BHE 3aBUCUMOCTM OT TOIO, KAKOW Ucche-
foBateb NPOBOAMUT €ro; A0CTOBEPHOCTb — TPeGoBaHus K Npoueaype NpoBEAeHUs: UCKIHYeHe HEOGBEKTUBHBIX Pe3ynsTaToB, Hanpumep
NoJyYyeHHbIX BCIEACTBUE HEAKKYPATHOrO TECTMPOBAHUS; BaNIMAHOCTb — COOTBETCTBUE COLEPKAHUSA METOANKMU NPELMETY €€ OLLEHKH; IKONOTU-
yeckasl Ba/IMAHOCTb — COOTBETCTBME TECTOBOM 3aJaun peasbHOM XKU3HEHHOW 3aaqe, KoTopas ClyKuna npoToTUNoMm TecTa.

Note. Test-retest reliability is reproducibility of method’s results if testing is carried out on the same sample over time; inter-rater reliability is
consistency of test results regardless of which researcher conducts it; accuracy is requirements for the procedure: exclusion of biased results,
such as obtained in inaccurate testing; validity is compliance of procedure content to the assessed subject; ecological validity is compliance of
test task to real life task served as test prototype.




Ta6nuua 2. KopnycHble MeTobl

Table 2. Corpus methods

Bo3apacT npumeHeHus no 3-3,5 net 14-36 mec 20-32 mec
OueHnBaemble YpOBHM

06uLas oLeHKa A3bIKOBOIo
A3blKa W acneKTbl Mopdonorus Mopdonorus, CUHTaKcmc

peyeBoro pasBuTHs

pas3BuTUS, Mopdonorus

Hanunuune [na pyccKoro s3blKa [ns pyccKoro si3blka [ns pyccKoro si3blka
pedepeHCHbIX JaHHbIX OTCYTCTBYIOT OTCYTCTBYIOT OTCYTCTBYIOT
BHyTpeHHAs
yTp HenpumeHumo HenpumeHumo HenpumeHumo

COrnacoBaHHOCTb

Bbicokas HagexHOCTb
PetectoBas [N9 aHIIMICKOro A3blKa [44],

He oueHnBanach He oueHunBanach
HaZeXHOCTb [Nl PYCCKOro A3blKa —
He oueHuBanachb

Bbicokas HageXHOCTb BbicoKasi HaieXXHOCTb

MexaKkcnepTHas [N9 aHIMICKOro A3blka [45], N9 aHrnMncKoro a3bika [30],
He oueHunBanach
HaZeXHOCTb [N PYCCKOro A3blKa — [Nl PYCCKOrO f3blKa —
He oueHuBanachb He oLleHnBanacb
[10GTOBEPHOCTS EnnHble npoueaypbl OLEHKU EauHble npoueaypbl OLEHKK EfnHble npoueaypbl OLEHKM
NPUMEHSIIOTCS KO BCEM AaHHbIM NPUMEHSIOTCS KO BCEM AiaHHbIM NPUMEHSIIOTCS KO BCEM AaHHbIM
1 PYCCKOA3bIYHOW BEPCUK
Ana py P [ins pyccKoro f3blka BaiUAHOCTb
NOATBEPXAEHO, YTO pe3ynbTaThl
BanugHocTb He ouennBanach NoATBEPX/eHa B MUIOTHOM
KOPPEeNupytoT ¢ BO3pacTom
ncenegoBaHum [31]
no 3-3,5ropa [28]

JKonornyeckas OueHunBaeTcs peyb B eCTeCTBEHHON | OLeHMBaeTCs peyb B ecTecTBeHHOM | OLEeHWBaETCs peyb B eCTeCTBEHHOM
Ba/IMAHOCTb Ans pebeHKa o6CTaHOBKe na pe6eHKa 06CTaHOBKe NS peb6eHKa 06CTaHOBKe

BpemeHHble 3aTpathi

[nsi HaAeXHbIX pe3ynbTaTtoB
TpebyeTcs 3anucb
He MeHee 100 0CMbICNEHHbIX
BbICKa3blBaHW pebeHKa

[Ins HaaeXHbIX pe3ynbTaTtoB
TpebyeTcs 60NblWON 06beM
perynspHbix 3anvcem
(0T 40 MUH exXemecsHHO)

[ins HapeXHbIX pe3ynbTaTtoB
TpebyeTcsa 3anuchb
He meHee 100 0CMbICNEHHbIX
BbICKa3blBaHWM pebeHKa

HeobxoanMmo o6opyaoBaHue
[N 3an1cu 1 aBTOMaTU4eCcKoro

Heo6xoanmbl o6opyaoBaHue

Heobxoanmbl o6opyaoBaHune

MaTtepuanbHble
saTparthl nogcyeta (Npu noacyeTe BPYYHYyto AN 3anucu 1 nporpamma N9 3an1cun U nporpamMmma
MOTYT CYLLLeCTBEHHO BO3pacTh N5 aBTOMaTMYECKOro nogcyera NS aBTOMaTUYeCKOro nogcyeta
BPEMEHHble 3aTpaThl)
dukcauums
De3yNLTATOB Bce paHHble puKcupytoTcs Bce gaHHble puKcmpyroTcs Bce gaHHble pUKcupytoTcs
B BMEO UMK ayamo, B BMAEO MW ayamo, B BMAEO UMW ayamo,
1 BO3MOXHOCTb A ya A A A YA
BO3MOXHa nepenpoBepka BO3MOXHa nepenpoBepka BO3MOXHa nepenposepka
nepenpoBepKu

MpumevaHne. PeTecToBasi HAAEKHOCTb — BOCMPOU3BOANMOCTb Pe3ybTaToB METOANKM, €CIN TECTUPOBaHWE NPOBOANUTCS Ha TOM e BbIOOPKe
yepes HEKOTOPOE BPEMS; MEXIKCNEPTHaA HAaAEXHOCTb — HEU3MEHHOCTb Pe3yNbLTaToB TECTUPOBAHUSA BHE 3aBUCUMOCTHM OT TOr0, KaKow uccne-
foBatenb NPOBOAMUT €ro; AOCTOBEPHOCTb — TpeboBaHUA K NpoLeaype NpoBefeHUs: UCKIIYEHNE HEOOBEKTUBHBIX pe3ynbTaTtoB, Hanpumep
noNny4eHHbIX BCeACTBUE HEAaKKypPaTHOro TeCTupoBaHud; BaIMAHOCTb — COOTBETCTBUE COAEPKAHUA METOANKU NpeaMeETy ee OLEeHKN; IKON0Irn-
YyecKas Ba/IMHOCTb — COOTBETCTBME TECTOBOMN 3aAayu peanbHOM XU3HEHHON 3aAaye, KoTopas Ciyxuia npoToTUnom TecTa.

Note. Test-retest reliability is reproducibility of method’s results if testing is carried out on the same sample over time; inter-rater reliability is
consistency of test results regardless of which researcher conducts it; accuracy is requirements for the procedure: exclusion of biased results,
such as obtained in inaccurate testing; validity is compliance of procedure content to the assessed subject; ecological validity is compliance of

test task to real life task served as test prototype.

3AK/TIOMEHUE

B HacToslllen ctaTtbe Mbl OMWcCanM OCHOBHblE THMbI
MHCTPYMEHTOB, WMCMO/b3YEeMbIX [I1S OLIEHKW YPOBHS pasBu-
TUS PEYEBbIX U A3bIKOBbIX HABbIKOB y AE€TEW [AOLIKONbHOro
M Mnajllero LWKoAbHOro Bo3pacTa. [puBefeHbl npume-
pbl METOAWK, afaanTUPOBaAHHbIX MAW pPa3paGoTaHHbIX ANf
PYCCKOroBOPSALIMX AETEMU, OMUCaHbl KPUTEPUM, MO KOTOPbIM
MOXHO MPOBOAWUTb UX CPaBHUTENbHbLIA aHanu3. Knioyesble
B WX YuCNe — 3TO BO3PacT MPUMEHEHWs, YPOBEHb S3blKa
WK acneKTbl PeY4EeBOro PasBUTUSA. BaxKHbIMU ABNSIOTCA KPK-

TEPUU HAAEKHOCTU U BaNWOHOCTU, a TaKKe Hanunyue pede-
PEHCHbIX JaHHbIX. Kpome Toro, Heo6xoaAMMOo y4uTbiBaTb Bpe-
MEHHbIE ¥ MaTepualibHble 3aTpaTbl, YTOGbI MPOBECTU OLIEHKY
peyn y 601bLIOro KonyecTBa AeTen B CxKaTble CPoKU. O630p
MOXET 6bITb MNONE3€EH A1 03HAKOM/IEHUSI C COBPEMEHHbIMM
METOAaMM OLEHKM KaK PeyeBOro, Tak M A3bIKOBOrO pas-
BUTUS JeTer, a npuBefeHHble Tabauubl C BblAeNEHHbIMM
napamMeTpamu oLeHUBaHUS NOMOryT OnepaTMBHO NPOBOAUTL
CpaBHEeHWe METOAMK U NoAbupaTb NOAXOASAWME ANS KOHKPET-
HOW CUTyaLMW UHCTPYMEHTBI.

CURRENT PEDIATRICS /2024 /V.23 /N2 3

9

BONPOCbl COBPEMEHHOW NEAUATPUM / 2024 / TOM 23 / N2 3



MWexnmaoduloaL BOLOIeanHaMNOo
MoULIeE ULE ‘90198910 9oULIREOUTAR
BOLloeLal auHamKodoU BH XeLdal g

‘UHOOhMLEINOLEE BOLOIEEMHOTIO U

BoLOIAdMOHN 1900910 ‘ULOOHdDg0L00T
9HOLDLO BEXODI98 — SUHBWMWHOL BH
901091 I91e19uAead

nnexmmaoduLoaL
BO10iegUHaTIO MOMLIEE ULE
‘g019410 9oMLeEOUTAR BOLORLAL
ouHamKodoU eH XeLoa10A0 g
‘UHOOhMLEINOLEE BOLOIEEMHATIO U
BOLOIAdNOHNG 1919910
‘U100HA2E0L00 9HBLIDLO BEHODI9d
— SUMHEWMHOL BH
901091040 191e19UAEad

INEHUHLOBKhA
N899 eLamHewyu 9
woeedgo WI9g0HBHUTO
BoloiBLUasaradu
19UANKLY)

‘BUHaMogodU BUT elonrennaud
BUHBhAQO 1oAQadL BHUTOLOIN
‘MwedoenadauAd MNIGHLIGUO O
goLelquAead NLOOWKUTOXD
BHE0dA 010402198 MINMMINLOOT 1
9MHBhAQO MWMmMTamodu
‘“welonrennaud
900UBLEL09MA20 G-S1d
ouHaTegodu
:eHea0dUENNUHUIN
OHYOWEOE OHALOHOBH
MHHOTO 9L00HENIHBA0A)

WOMXH808ad a19HHEeT

‘(BUHeTRE OJOTKeH BUT
olqHqunaedu OHHOELOHUTO)
1919910 BOLOIRgI91MhOTOU

:eHegodUENNUHUIN

MHHSMO GLOOHEUINOA0AD

9100Hd880.L00f7

[o1] (eLoa10Ad 10
MLOOWMONEEE 9 %66 OF 96 L0)
BEH0OI9g — auHamKodou eH
XeLO910A0 g *(WaunHaxoumndu
WHOBhULBINOLER BOLOIEEUHATIO
1aLelquAead) BEHILBNUOHBIN
— 9UHBIMHOL BH Xe1091040 g

(1I9HEgOHMLIOALIO BH BI9HHET)
BexoolIag

qoeusdagodu aH

qoeLedgnHaNo aH

qoewrsdagodu aH

— BHI9EB 010H09Ad BLT
‘“Unodag YOHKIGEBOLIHE
[o1] aLooHaTeH BeHOOI9g

q100HKTeH
BEeHLdOLOHEWDIN

[ov] (suHEeg0dMLOBL
oJoHdolgou v ologdau goLelquAsad
[annHeed MOWMhBHE LOH 901091040 €U
AWOHTO OU MH) BBHODIag

(I9HEEOMULIOALIO 9H BI9HHETT)
BenooIag

qoewsdagodu aH

qoeLedgnHaNo aH

qoevrsdagodu aH

— BHI9EB 010H09Ad BLTT
‘[9t7] nmvodeg NoHKIGEBOLIHE

9qLOOHATEeH BeHODI9]g

q1O0HKaTeH
BEg010919d

qoelednHao oH

qoelrednHao o

qoewrsdagodu aH

[2¥7] BEXOOI9g

qoevrsdaaodu aH

— BXI9EB 010409Ad BLT
‘[9t7] nvodeg NOHKIGEBOLIHE

9100HHEE0RL10D
BBHHOALAHE BEHOOI9g

9100HHEE02.L10D
BBHHOALAHG

18l 9—G ualal su
(19HE80HNLOALO 8H OH) 19HedQ0D
‘[6€] Lou TT—/ walell BUT I9HRFOHULQALQD

auALoor
INOLIGdNHLO 8 L0IAGL01AD10 OH
‘(/nJra101snJarsdde/ /:sdny a
OHUALOOM) MMHawouundu g
BOLOIAEQLUOLOU U LBlr TT—€
nalell Bul 19Hedgo)

[gel Lo 8T -G
goloedeosq BuT
19HeL1Mhooed 1IandoH

9UALOOT WOLI9dYL0 8 18H

9UALOOT WOLI9d¥10 g 18H

XI9HHeT
Xl9HOHadadad
auhUreH

MLOOHOLD BHEOdA
0J0oHeed e¥100edQ0 BEHODhUIOLOHOM

0dAHOUT ‘OnoHeLHnoodpdon
‘eHUONBL ‘BUIOLOHOD

q18Wel BegahadoxALr)

OUOHBLHWO
‘eHnoMalr ‘Buloroddoly

ENTZENEETT

suimaeed ologanad
191H2L0R U BHIGEE
MHE0dA alanaeanHaQ

U TT-§

1BU TT-¢

1o gT—g

OHALBLUKOILHE
18l J oF BuHamMKod 1O

08N 9 18I/ Z 10

BUHOHaWMdL Loedeog

MaIAaY

1adAredaiur doeoQ

sal8Neq 1S9 pue s1sa) *g a|qel

901991 nadeLeg 1 19109] "€ enuroe]



€N/ €C A/ ¥20Z / SOIULVIA3d LNJHYND € N/ €2 NOL / ¥20Z / UNdLVUTAU UOHHINAJE09 1900dLI0g

"2df10104d 1581 Se paAIas Yse) a)l| [eal 0} YSe) 1581
10 20Ul dWo9 S| ApI|eA |20180[009 108[0NS PasSasse sy} 0] JUBIUO0D 8iNPadoid Jo 8ouel|dwod S| AYpIjeA ‘Sunssl 81.1ndo.U| Ul PaUIRIQO SB YONS ‘S1Nsal paselq JO UOISN|oxa :2inpaooJd au) Joj sjuswalinbal s| Aoeinooe

‘11 S10NPUOD JaYdJeasal YoIym Jo ssa|piedal S} Nsal 1591 JO AoUa1SISUOD S| AlljIqel|al Jael-Ia1ul awil Jano ajdwes auwes ayl Uo 1no palied S| unsal 4l S1nsal s,poylaw Jo Aljiqionpoldal si Aljigel|al 159194-1S8] "810N

‘eLoal WouunLoLodu eunKALD BedOLOXH ‘Ohel’ee NOHHAHEWK
WOHALead nheree K0G0L091 91EL01991000 — 9LO0HTULEE BEHOOhUIOLOHE (UHHATIO 98 ALaWTadu MHUITOLOIN BUHEKABT0D 818101981000 — 9L00HTULIES (BMHRA0dNLO8L OJOHLIRAAHNEOH 8ME10TaL08a XI9HHahALOU don
-ndueH ‘aolelquAead XIGHEUIHOUQ0OH SUHBhOILHOM (BUHBTag0du adATanodu H BMHEE00adL — 9100HA880L1001 {018 LMITog0duU qualegoTawdom MOHEH ‘0101 L0 MLOOIWNOUEGERE 9HE BMHeE0dNL10aL goLelquAead 9L00H
-HOWENBH — 9100HKaTeH seHLdouoHEKON (BInadg 80d0LOHaH eadoh aXd0QIq8 aX UOL BH BOLMTOg0dL aMHEE0dULISL ULDD ‘UHMITOLaIN goLeldlrAead 9100WMTTogeM0odud0a — qLO0HKSTeH BEE010919d "OMHEhaNMA] |

INOLOULBMTIBLIO UHHBTIO W
wyLomweed yomyaHauer sul

exHagad go194.10 qomueeounTAe

nrdagoduadau

9019910 90uueconAe soLmirogodu BOLOAAMOHUD Mhad anHamKodou eH UUHaMoLMdU & e19910 aoLHeunded QLOOHKOWEOE U

Mhod avHamKodou eH Xe109104A0 g XeLodL g ‘OMHBIMHOU BH goLelquAead suneonnod 9019910 BUTTROHWUD BEHHOWAOU|| XI9HHedQI98 9oMueE BO1aog OH goLelaukead

‘urnxead MHoWadE 1 9018910 MLOOHKOL XeLodal g 9019910 XI9HHedglag BEHOOhMLBNOLEY ‘OuTAe BH 9019910 UUTIROHUD LoH KUNEON UG
Buneonnd sexoshmLewoLae somrogodu BUNEOHND BEHOShMLENOLEY

Mhad SMHEIWWHOL BH XBL0810A0 g
WaunHawouundu MNBHHULeH O
WauHawouundu WauHaouundu |[91ediee
INI9GHHALAOHBLIA O 0g107og0oxAd 1 HomAdiun dogeH HOoHULdex dogeH BoLaAgad]
IGHHBL'EOHBLOA O LamHeLlr|| INIGHHAL'AOHBLOA O LamHeLlr|| al9HgendaLe
lomHevu] niaHHegoduenLderHe1d BoL1eAgad]

mxLogedgo
NOMOBhUIOLOHOG goriageH suiMased
BHE0dA 1 exHagad eloedeos 10
WULOOWMOMERE 8 HUW G O GZ 1O

exHagad eloedeosg 10
MLOOWMOMERE 8 HUW 09 OT OZ LO

(l9godu nowarad
aLo0U HUIN Qg 9
ealqdadal WOLahA 2)
HU Q7 OOMQ

exHagad eloedeos 10
MLOOWMOUERE 8 HUW OG OF GZ LO

[¢¥] v oz o
— ‘BMHEEO0TaLd9MN 0JOHLOLHML
WIGHHET oU ‘eMI9el 0J10M09Ad KUY
‘HUN ) —G — 9OMI9El
0JOMOHBLOW U OJOHOUULIHE BLAT

|la1edlee alqHHaWadg

(vOHMEeWOT 10 NOHRULLO
‘afado g aMHamKOXeH ‘Walalnifod aH e

WOHMEWOT LO WOHKULLO ‘Dado a
OUHBMKOXEeH ‘WaLaLntod aH e

(MOHMEeWOT 10 NOHRULLO
‘afado g auHamKOXeH
‘Walalniiod aH e

(MOHMEeWO 10 NOHKULLO ‘Oifado g
OUHBMKOXEeH ‘WaLalntod aH e

(MeHMmMeWo 10 WOHKhKMLLO ‘Dfado g
SUHAMKOXEH ‘Wala1niiod aH e

%677 —1 — 9LOOHALaLMEL08AR ‘%66—-C6
— 9100HhU UML) UBNIHBLIOUT O
nolall BUHaLGKIAE BT MLOOHTULeS

NOXO9hMLOOH.IBUT AHHOTIO ramodu 199)

19LelquAead) 9Lo0HTMLIed
BEHODhWULOOHIEUT BBHOOI9g

lqaLelquAead) [9g] Mmodag
WOXD0Ad 9100HTMLRE
BEHLHOJAHHON BeHHaMKdagL1To||

WMOHKIGEBOLIHE 9L00HTMIred
BeHIMADLOHON BEHOOI9g

» i ‘WaLa1eaorawdon 9 ‘WaLaLegoraLroon o ‘NBLa1egoraLrddn 3 BUHAIMQO 9q100HTULeg
WaLa1eaorsLrdomn 9 BUHSIMOO NBUa1egoraLwdon 9
BUHBMQO 1Iadoired BUHOMQO 19dolHed a1suua LAI0N) ladoived aisumug LAI0N) BEHODOhUIOLONE
19doived 918MLa LAI0N) BOGLEKUHO BUHBMQO 1I9doired aisuug
qLBuLg LAIOW) BOGLEMHO LOYKOW BOGLEMHO LOWOW
19O B109L XBUEOLDIA 8 Mhad BHHBTQ LAIOW MMHBTIO I9LelduAead eH
BOGLEKMHO LOKOW BLOSL BL091 XBMEOLUIA g had BHHBTIQ ©1091 XBUEOoLA g Mhad eXHANQ
XBMEOLOA g Mhad BHHATIQ
(«e1del’HeLd 01010L0E») BLOSL OIOHHOLBLE
exI9e8 0J0H09Ad U BUELO1AD10
(exunHo0dUO ol10HOa0dALdEHEIN
A7nag OHXXOWEOEaH MHL0gRdQO
(/nura1o1snirsdde//:sdny g 1Mnodesg YOHKhI9EBOHOIAd [z17] euHegoTowooHU
WOXOOhUIOLOHOD MMHBMAJEH BUHBLEBI9d .
WOHUALOOY ‘UnHaxourmdu g MnHeaogqrououn ndu nhad OOH.LOUMU OHaTeg0dU — BHIGEE
BUT 9L00HTMIRE OIAHOSRULOOH IenT \
BOLOIAEqLUOLON qoewrsdagodu aH WOXHBTMO0 0 qoureanHaedd 0J0X00Ad BUT ‘[9f] MModag qLo0HTUIeg
9LIMHBNQ *(BLO910AD 1O MLOOWMOUEEE 8

uonEeNuNUOY "€ ajqeL

auHKUOTOd| | *E enuroe]




Review

0630p NuTepaTypsbl

BbIPAXXEHUE NMPU3HATEJ/IbHOCTHU

ABTOpbI 6narogapHbl 3a o6paTHylO  CBf3b
M LEHHble KOMMEHTapuu paspaboTynkam u aBTOpam/
COaBTOpPaM HEKOTOPbLIX M3 pPACCMOTPEHHbIX B CTaTbe
MeToauK, a umeHHo: 0.B. bynsonoson, M.A. fomo3oBoWH,
M.B. Enuceesown, H.A. KaptywuHon, O.W. TanaHueBOWH,
M.H. Pyceukoi. Mbl 04eHb LEHUM yaeneHHoe HaM BpeMs
M BHUMaHMKe!
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Ha cerogHsilwHmi geHb aKTyasibHOM MPo6eMON AETCKOM raCTPO3HTEPO10rMM ABISIETCA M3Yy4eHMe BOCTaanTeIbHbIX 3abosie-
BaHMM KNLLIEYHNKA C 04eHb paHHUM Hadasnom (B3K-OPH), KoTopbie UMEIOT yHUKa/lbHblE€ FEHETUYECKNE, KIIMHUYECKME, UMMY-
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PaKTMYeCKMU He NMPOBOAMTCS. B cTaThe npeactassieH 0630p MMerLLercss MHpopmMaLmn 06 3TMOIOMMYECKMX paKTopax, Bapu-
aHTax Te4eHUs1 u BO3MOMXHOCTAX Tepanuu B3K-OPH.
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C 04eHb paHHUM Ha4asaoM, 6071e3Hb KpoHa, I3BEHHbIN KOINT, HEANDOEPEHLIMPOBAHHbIN KONT, HEKPOTU3UPYIOLMI SHTEPOKOJIUT
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BBE[EHME

BocnanutenbHble 3aboneBaHnsa KuweyHnka (B3K), Bruto-
yallline B cebs A3BeHHbIn Konut (AK), 6one3Hb KpoHa
(BK) n HegnddepeHumpyemMbi (HeonpeaeneHHbl, HEYTou-
HEHHbIN) KONWUT, NPeacTaBAlT coboin rpynny natonoruye-
CKMX COCTOSIHMM, B OCHOBE Pa3BUTUS KOTOPLIX JIEXMUT COBO-
KYMHOCTb MaTONIOMMYECKMUX BapuMaHTOB PasfiMyHbIX FeHOB
W HEraTMBHOIO BANAHUA GaKTOPOB OKPYatolwen cpeapl, YTo
NPMBOAWT K HapPYLLEHUIO perynsumMnm UMMYHHOro OTBETa Ha
KOMMEHCasbHble MW MaTOreHHbIE MUKPOOPTraHU3Mbl XKeny-
[I04HO-KMLeYHoro TpakTa (MKT) [1]. Cpean 3TOM reteporeH-
HOWM rpynnbl 0co60 cnefyeT BblAENUTb NMaLMEHTOB C OYEHb
paHHUM Havanom B3K (B3K-OPH), y KOTOpbIX MOXET Habto-
natbcsl MHOM deHoTMn 3aboneBaHus, BKIOYAOWMIN B cebs
06LIMPHOE MOPaXKEHWe TONCTOWM KULLKKM W Gonee Taxenoe
TeYeHue, YeM y AeTen cTapLuero Bo3pacTa 1 B3pocibix [2].

B3K pasBuBatotca B 11060M Bo3pacTe, HO Halle aebio-
TpyloT 4o 30 neT, OCHOBHOM MWK 3abofeBaeMoCcTv Mpwu-
xoautcs Ha 14-24 roga, BTOPOW, MEHbLIMIK, OTMeYaeTcs
B 50-70 neT, ogHaKo B 3TOW rpynmne MOryT BblABNSATbLCA
Ccny4yanm MILEMUYECKOro KOMuTa, He MMeEeloWero oTHouwe-
Hua K B3K [4, 2].

3aboneBaemMoCTb M pacnpocTpaHeHHocTb B3K B neau-
aTPUYECKOM KOropTe MaLMeHTOB MPOAOo/IKaeT pacTu, B TOM
yucne U B O4eHb paHHeM Bo3pacTte. Xotd B3K ¢ paHHWUM
HayanoM OCTaloTCs OTHOCWUTENbHO PEeAKUMM WM BCTpevaloT-
cs NpuMepHO B 6-15% cnyyaeB y faeten mnagwe 6 ner,
a Ha NepBOM rofy 13Hu — ele pexe [3].

B ctpyktype B3K-OPH v4awe paunarHoctupytot AK
(o1 35 g0 59%) nNo cpaBHEHWIO C AeTbMW CTapwe 6 net
M B3POCAbIMKU, Yy KOTOpbIX 6Gofee pacnpoctpaHeHa BK
(55 po 60%). B cBoto o4epenb, BKy nauveHTos ¢ paHHuM B3K
BepudnLmpytoT npumepHo B 30-35% cnydvaeB. [OCKONbKY
B3K ¢ paHHMM Hayanom Hepeako MpoTeKalT C O6LMPHbBIM
NMopaKeHNeM TOJICTOM KWMLWKKW, a MpW MaHKoAWTe BecbMa
3aTpyaHuTenbHo anddepeHumposatb AK ot BK, B Takux
cnyyasix ycTaHaBMBAIOT AMArHo3 «HeomnpeaeneHHbI KoauT,
KOTOPbIW, OAHAKO, Yalle BbIABASIOT ¥ AeTel cTapwe 6 net
(o1 11 no 22%) no cpaBHeHuto ¢ B3K-OPH (o1 4 o 10%) [4].

KNACCUDUKALIUA B3K C OYEHDb

C PAHHUM HAYAJIOM

CornacHo [Mapwckon Knaccudukaumm, K B3K-OPH
OTHOCSIT MOArpynny nNauueHToB, Yy KOTOpbIX 3aboneBaHue
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OMarHocTMpoBaHo B Bo3pacTe A0 6 neT. BHyTpu aTon KOropThbl
otaenbHo BbigensitoT B3K ¢ MHPaHTUNbHBIM Havyanom, eciv
[IMarHo3 yCTaHOBMIEH 0 2 JIET, U C HEOHATANbHBLIM HaYyanom,
€C/v AMarHo3 BepuduumMpoBaH B Bo3pacTte A0 28 CyT KU3HMU.
PaHHee Havyano B3K (B3K-P) yctaHaBnunBaloT y feten B BOS3-
pacte go 10 net. C 10-neTHero Bo3pacra NpUHATO roBOPUTb
0 KnaccuyecKknx BapmanTtax B3K [5, 6].

KULIEYHBIE NPOABJIEHUA

B3K ¢ paHHMM Hayanom XapaKTepu3yloTCs TaxesblM
arpeccuBHbIM MPOrpPeCcCUpyoLLMM TeYeHUEM M cnabon peak-
uMen Ha OONbLIMHCTBO TPaAMLMOHHbIX METOAOB JieYeHUs.
K Haubonee 4vacTbiM MNposIBAEHUSM 3aboneBaHUs OTHOCHAT
reMokonut (93%), anapeto (78%) n abaomuHanbHbIM 601€BOM
cuHapom (52%). HanpoTtuB, nepraHanbHble NopaXKeHus, Takne
KaK TpeLLMHbl 3aAHero Npoxoaa, KpyrnHble runepTpopupoBaH-
Hble aHanbHble 6axpoMKu (T.H. “elephant ears” — oT aHm.
«CNNOHOBbM YLIW») K CBULLM, BCTPEYAIOTCS pPeEXE U 0ObIYHO CBS-
3aHbl C MOHOreHHOW, 6onee TAXKeno npoTekatouen Gopmon
3abonesaHusa [7, 8]. Npu BOBNEYEHUN B MPOLIECC BEPXHUX
otaenoB KT y HeKOTOpbIX NauuMeHTOB MOrYT OTMevaTbes
Yanobbl Ha Aucnencuio, TOWHOTY 1 peoTy [9, 10].

JlokanuMsauma nopaxeHus 4acTto 3aBUCUT OT FeHeTu-
YyecKon npegpacnonoxeHHoctn. Tak, L.V. Collen u coaBT.
noKasasi, 41O y NauMeHTOB C MOHOTeHHbIM 3aboneBaHueM
Yalle Habnaanochb NPENMYLLIECTBEHHOE NOpPaXKeHne TOSICTON
KULWKKW, TOrga KaKk uneut B 6Onbluen cTerneHu BCTpeyvancs
B HEMOHOreHHoW rpynne 60/bHbIX. AHANOrMYyHasa KapTuHa
Habnoganacb B OTHOWEHWUU CTPUKTYPUPYIOLWNX U MEHETPUPY-
owmx dopm BK, a TakKke nopaxeHus BepxHux otaenos HKKT.
Hanpotus, nepnaHanbHasa 1 opodaumanbHas Gopmbl y naLm-
€HTOB C MOHOreHHbIM 3a60/ieBaHWEM BbISBASIUCbL FOpas3fo
pexe: 1,4 n 0,5% cnyyaeB cOOTBETCTBEHHO [11].

BHEKMILLEYHbIE NPOABJ/IEHUA

BHeKuWweYHble cMMNTOMbI MOTYT BK/ItOYaTb B cebs nepe-
MEAIOLLYIOCS IMXOPAAKY, apTPUT, apTpanruu, yBeuT, KOXKHble
BbICbINaHus, GONMKYIUT, OTCTaBaHWe B pocTe. Kpome ToOro,

ornucaHbl NPosIBNEHMS HeJOCTaTO4YHOCTM NUTaHus: nepudepu-
YeCKMe 0TEKU BBUIY rMNoanbOyMUHEMUM, aHTYISPHbIN XENANUT
Ha ¢oHe aeduumuTa XKenesa U BMTAMMHOB, a TaKKe nepu-
aHanbHble U NepropuduULManbHbie BbiCbIMaHWs, HanoM1Hato-
LMe 3HTeponaTUiecKMin akpogepmaTvr [1].

Mpu B3K-OPH yaule, 4em y 6onee cTapluern BO3pacTHOM
rpynnbl, HabnogaeTca yanosatas aputema (4% npotve 2%),
raHrpeHosHas nuogepmus (2 n 1%), aptput (20 n 7%), cnox-
avnoaptponatus (5 n 1%), yBeut (4 n 2%). B 10 ke Bpems
NMEepPBUYHbBIA CKNEPO3UPYIOLLMIA XONaHTUT Yy AeTen fo 6 ner
BCTpeYaeTcs pexe, 4em B 60/ee cTapliem BoapacTe (2% npo-
™B 15%) [12, 13].

[JONoNHUTENbHbIE CUMMTOMbI, KOTOPbIE MOTYT MO3BOSIUTL
3anogo3puTb MOHOreHHyto atnonornio B3K-OPH, BKitovatoT
B cebs aucmMopduyecKkune YepTbl 11La, renaToMeraamio u/mnm
crnneHoMmeranuio, Oynne3Hbln 3NUAEPMONUSE, aTONMUYeCcKui
[epMaTuT, runepKepartos, anbouHuam u ap. [11].

[oKazaHo, Y4TO Ha pas3BWUTME HEKOTOPbIX BHEKMULLIEYHbIX
npossneHmnn B3K oKasbiBaloT BAUSAHWE AePEKTbl UMMYHHOM
cucteMbl. Tak, OCHOBHbIMW COOBbLITUSAMU MMMYHOMATOreHe-
3a npu pas3BUTUKX MEPBUYHOIO CKIIEPO3UPYIOLWEro XONnaH-
rMTa UM CMOHAMNOAPTPUTA CHUTAIOT MUIPALMIO UMMYHHbIX
KNEeToK M3 NUMOOUAHbLIX CTPYKTYP KMLWEYHWKa B MNeYeHb
M CUHOBMANbHYIO MWUOKOCTb, COOTBETCTBEHHO, MNpe3eHTa-
LMIO XONaHTUTO- U apTPUTOrEHHbIX CTPYKTYP U aKTUMBaLMUIO
UMMYHHOIO BOCMaNeHUst B XeNYHbIX NMPOTOKax U CUHOBUM.
B naTonornyeckui npouecc BOBMEKAETCS CXOAHbIN CMEKTP
NpoBOCManuUTENbHbIX LUTOKMHOB. Ha yKa3aHHble 0CO6eH-
HOCTW 3HaYUTENbHOE BIMSHWE OKa3blBAOT aNnenu rMaBHOro
KOMMJIEKCa rMCTOoCOBMECTUMOCTH [12].

AUODEPEHLUANIbHAA AUATHOCTUKA

B nepBylo oyepeab cneayeT UCKMOYMTbL Gosiee pacnpo-
CTPaHEHHble BapWaHTbl MaTONIOrUK, UMEIOLIME CXOAHYIO
¢ B3K cumnTtomatuKy, HanpuMep HenepeHocUMOoCTb 6efka
KOpPOBbEro MoJioKa unu gpyrue Gopmbl NULWLEBOW aniepruu,
UHPEKLIMOHHbIE 3a60/1eBaHNS, LeNMaK1Io, HEA0CTAaTOYHOCTb
nuTanua u gap. [1, 2].
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Takke Heobxoanmo anddepeHumposats B3K 1 o1 anapen
HeBOCMaNUTENbHOM 3TMONMOMMK. K HUM OTHOCATCA pas/inyHble
BPOX/IEHHbIE AedEKTbl KULWEYHOro TpaHCcnopTa, Takne Kak cne-
unduyeckan ManbabcopbLms YrneBoaoB, HapyLLIEHUS aCCUMMAS-
UMK GENKOB, MPOB, aMUHOKMCNOT, BUTAMUHOB, 3N1EKTPOJIMTOB.
B omnnyme ot HeBocnanutenbHbix agvapen, B3K vale npossns-
eTcs B BuAe KpoBaBow auapen. Kpome Toro, nosoxKuTenbHble
MapKepbl BOCNaneHUs B KPOBM M Kane MOryT MOMOYb OTINYUTb
B3K-OPH o1 3a6011eBaHui HEBOCMNANUTENIbHOM 3TMOOMMK [1].

CnepayeT NoAYEPKHYTb, YTO HEKOTOPbIE peaKkne 3aboneBaHus
MOryT MackupoBaTbcsi nog B3K ¢ paHHUM Havyanom — Hanpw-
Mep, 303MHODUNbHbIA IHTEPOKONUT, XPOHWYECKas rpaHynema-
TO3Has 60N1e3Hb, CUCTEMHbIE UMMYHOMNATONOMMYECKME NMPOLLECChI
M COCTOSIHUS Moc/e TpaHCNAaHTaLuMn OpraHoB M reMonoatnye-
CKMX KNETOK (Hanpumep, peaKkuus «TpaHcnaaHTaT NpoTMB X03%-
WHa», LIUTOMEranoBUPYCHbIN UK NEKapPCTBEHHbIV KOKUT) [14].

Cpean ayTOMMMYHHbIX COCTOSIHWM, C KOTOPbIMU TaKXKe
HYXHO NPOBOAUTL AndbdepeHLManbHyo AMarHOCTUKY, He0bX0-
AMMO BblAENNTb ayTOMMMYHHYIO 3HTEpOonaTuio — A0CTaTOYHO
pefikoe 3abofieBaHWe, xapaKTepuaylolleecs Tsenon aua-
peein 1 UMMYHOOMOCPEAOBAHHbLIM NMOBPEXAEHUEM CTIU3UCTON
060N0YKM KULLEYHUKa. narHo3 MOXeT 6biTb BEPUPULMPO-
BaH Ha OCHOBAHWW BbIIBIEHUS @HTUTEN NPOTWUB 3HTEPOLIUTOB
N1 60KanoBUHbIX KNETOK B CbIBOPOTKE KpoBM [12].

OnddepeHumanbHas guarHoctnka mexay bK v AK 3atpya-
HEeHa B CBSI3W C OTCYTCTBMEM YETKMX Pa3rpaHUyYeHUI B KITUHK-
YeCKOM KapTuHe 3a60/1eBaHNi, a MHOTAA W MO NPOTSAXKEHHOCTH
noparkeHus KnweyvHuKa. Takxke y geten ¢ B3K-OPH onpegene-
HWe TUTPOB aHTUTEN K caxapomuuetaM (ASCA) n aHTUHENTPO-
dunbHbIX uuTonnasmatuyecknx aHtuten (ANCA) B CbiIBOPOTKE
KPOoBMW U deKanbHOro KanbnpoTeKTUHa (40 18 Mec OH MOBbI-
LaeTcs My 300pOBbIX AeTen) obnagaeT HU3KOW cneunduy-
HOCTbIO, M B 3TUX Cly4asix MOMXET GblTb YCTAHOB/EH AMArHo3
«HeonpeaeneHHbln Konut» [14].

Ewe ofHo 3aboneBaHue, NpefcTaBhsioLlee MHTEPEC KaK
C TOYKM 3pEHUS HEKOTOpPOM OO6LLHOCTM naToreHesa, TaK
M ¢ no3vumn anddepeHunanbHOn auvarHocTvku ¢ B3K, —
HEKPOTU3UPYIOLLMI (HEKPOTUYECKMI) aHTEpOKONUT (HIK) [15].
HIK pasBuBaeTcs, Kak NpaBuio, y HEAOHOLWEHHbIX HOBOPOXK-
[EeHHbIX (peXe — y HOBOPOMKAEHHbIX C KPUTUHECKUMU BPOXK-
[IEHHbIMM MOPOKaMKU cepaLa) U XapaKTepuayeTcs TaKeNblM
TeYeHWeM C BbICOKOWM NleTaNlbHOCTbIO, gocturatowein 30-40%
[16, 17]. XoTa nogpo6bHOEe onucaHWe CXOACTBa U pasnnyni
vexay HOK n B3K BbIXOAUT 3a pamMKu HacTosiwen craTbM
W TpebyeT OTAE/IbHOrO0 PacCMOTPEHUsl, aBTOpPbl pa3aenstoT
MHeHue D.J. Hackam u coaBT., 4to npeactaBneHve o HAK
KaK o BapuaHTe B3K, Habnt0gaeMoM y HEJOHOLEHHbIX AETEN,
ABNSETCS OLWMOOYHBIM, U, HECMOTPS Ha CXOXKUE KIIMHUYECKHNE
0COBEHHOCTM 3TUX 3ab60NIEBAHNI, KaXK[10€ N3 HUX NpeacTaBs-
€T co60M YyHUKanbHoe cocTosiHue [18].

AWATHOCTUKA

[na KomnnekcHoro o6cnenoBaHMsa naumeHToB ¢ B3K-OPH
HEOOXOAUM MEXAMCLMMIMHAPHBIA NOAXO[ C yYacTMem Bpaya-
racTpoaHTeposiora, Bpava-nartosioroaHatoMa, Bpaya annepro-
Niora-MMMyHoNora, Bpada-reHeTrka u ap. Y aeten ¢ nogo3peHu-
em Ha B3K B nepByto oyepenb cnefyeT UCKIYNUTb KULLIEYHbIe
MHOEKLMK. HeobxoaMmMo BbIMONHUTL NTaGopaToOpHbIe MUccne-
[l0BaHWs, BKOYaa o6WMMA aHanu3 KpPOBW, UcCcnefoBaHwe
CbIBOPOTOYHbIX MapKepPOB BOCNaNeHus, KOHLEHTpauun anboy-
MUWHa, MeYeHOYHbIX TpaHcamuHas, raMma-rnyraMmuntpaHcoe-
pa3bl, a TaKxe onpeaeneHne ¢GeKkanbHOro KasbMpoTeKTMHA
1 GaKTepuonorMiecknit ananuns Kana [19, 20].

B HacTtosillee BpeMs CylWeCTBYWOLIME AMArHOCTUYe-
CKMe naHenu, oueHuBalolwmne MeTooM MPOTOYHOM LIMTOME-
Tpun nonynaumu T-, B-numoountoB 1 NK-KNETOK, a Takxe
CcoAepaHWe UMMYHOrNO6YIMHOB B CbIBOPOTKE, MO3BOJIAIOT
BbIIBUTb Knaccuyeckne faedeKTbl ajanTUBHOMO WMMMyHUTE-

Ta [21]. Cneundunyeckme HapyLeH1s MOoryT 6biTb OGHapYKEHbI
C NOMOLLbIO OLIEHKM MeTabonuMama HenTpoduioB U pecnu-
paToOpHOro B3pbiBa, Pa3MYHbIX MONEKYNAPHO-TEHETUYECKMX
naHeneun (Hanpumep, X-cLuenneHHble UMMyHHas AWCperyns-
LMA, NONMIHAOKPUHONATUA U 3HTeponaTtna — IPEX-cuHapom)
WUNu onpeaeneHns ULMToKMHoBoro npoduns [1, 3].

JHaockonunsa BepxHUX otaenoB MKKT v KonoHockonus
C TMCTONOMMYECKMM UCCNeAoBaHWEM MONyYEHHbIX 6MoNTaToB
CM3KUCTON 06ONTIOYKHM ABNSHOTCH OCHOBHBIMU AUArHOCTUYECKM-
MW METOAaMM, BbIMONHAEMbIMU MpK Nogo3peHnn Ha B3K. [na
60/blUMHCTBA NALMEHTOB TaKXKe TpebyeTcs YTOYHWUTL, BOBE-
YyeHa 1M B NPOLIECC TOHKAas KMLIKA, YTO BO3MOXHO BbINon-
HWUTb C NOMOLLbIO MarHUTHO-PE30HAHCHOM MU KOMMbIOTEPHOM
TOMorpaduyeckomn aHTeporpadpumn [19].

[McTonormnyeckaa auarHoctmka B3K ocHoBbiBaeTcs Ha
BbIIBNEHUM ONpefeneHHbIX NaTonorMyeckmx npusHarkos [12],
BK/IOYAIOLMX B ce651 BOCNanuTe/bHble UBMEHEHUS CIM3UCTON
060n04kM KT, Hanuume KpuntuTta, KPUNT-abCLLEeccoB, rpa-
HyJeM, aHOManuK apXMTEKTOHUKKU KpUNT (aedpopmaums, BeT-
BieHMe, aTpodus), anuTennabHblX HapylweHun (MCToLeHne
MyLMHa, MeTanna3uns), a TakKe akTMBHbIX MPOLLECCOB pereHe-
pauunn. Cneyet OTMETUTDb, YTO pe3y/bTaTbl MUKPOMOP(OIOTru-
4YeCcKOoro uccnegoBaHus B nonynsauum cyébekto ¢ B3K-OPH
M MoHoreHHbiMn B3K yacto HecneunduyHbl, XOTS Hanuyue
anonTo3a M TAXKEeNbIX XPOHUYECKMX MBMEHEHWUI apXUTEKTOHU-
KW [O/MIKHO BbI3biBaTb NOAO3PEHME HA MOHOTEHHYIO NpUpoay
3ab6oneBanus [11]. OgHUM M3 OTHOCUTENBHO crneLndUYecKmx
npudHakoB B3K-OPH no cpaBHeHnto ¢ B3K y 6onee crap-
WKMX AeTen M B3POC/bIX MPUHATO CYUTATb 303UHOPUIIbHYIO
MHGUNBLTPaLMIO B KpunTax. C Apyroi CTOPOHbI, 06Hapy*KeHue
303MHOPUNIOB B BUONTaTe MOXKET NPUMBECTU K rnnepamMarHo-
CTUKE anneprum unm 303MHOMUIbHOIO racTpoaHTepuTa [22].
[MCTONOrM4yecKkMe M3MEHEHUS TOHKOM KulikKM npu B3K-OPH
ropasgo MeHee U3y4yeHbl, OJHaKO MMEIOTCH COOBLLEHNS O TOM,
YTO CY6- M aTPOdUA BOPCUH MOXKET ObITb CNeLUdOUYECKUM NpK-
3HaKoM npumepHo y 20% aeten [22].

TwartenbHas oOUEHKa TreHeTuyeckoro npodunsg wume-
€T peliarollee 3HayeHune, ocobeHHo npu B3K ¢ HeoHaTanb-
HbIM ¥ MHPAHTUNBLHBIM Ha4anoMm, NMOCKOMbKY A0NS MaLWeHTOB
¢ B3K-OPH, B 0cHOBE KOTOPOro IEXXUT MOHOreHHas 3TUONIorus,
pocturaet 20% [3]. Joka3aHo, YTO 3@ BO3HUKHOBEHWE MOHOTeH-
HbIX dopm B3K y aeteit moryt otBeyatb 60nee 50 pasnnyHbix
reHoB. [lepeaoBbiM METOAOM MAEHTUOMKALMM NaTONOrMYECKMX
BapuaHTOB, BbI3blBalOWMX 3aboneBaHune, B HacTosillee Bpe-
M$i SIBNSIETCH CEKBEHWPOBAHME HOBOrO MOKONEHUS (LieNeBble
naHenn reHoB, CEKBEHWPOBAHWE BCEro reHoMa Wian 3K30Ma).
B nonbITKe MAEHTUDULMPOBATL HOBbIE FEHbI M NATONOrMYeCcK1e
MX BapuaHTbl, KOTOpble NPUBOAAT K Pa3BUTUIO COOTBETCTBY-
lolle maTonorMu, BCe Yalle MPOBOAATCS MHOMOLEHTPOBbIE
uccnefoBanus, Hanpumep International Early Onset Paediatrics
IBD Cohort Study (NEOPICS, KaHapaa) n npoekt «100 000 reHo-
MOB» (BennkobputaHus), HaueneHHble Ha 6onee abdeKTMBHOe
BbIfiBNeHWe naumeHToB ¢ B3K-OPH [22, 23].

CyLuecTByIOT CEPTUDULMPOBAHHBbIE FTEHETUYECKME NaHENU
Clinical Laboratory Improvement Amendments (CLIA) ans
naeHtudukaunn B3K-OPH, nossongwowme uccnegoBatb
60/1bLLI0E KOJIMYECTBO FEHOB, NATONOrMYECKUE anfieNin B KOTO-
pbiX ABASIOTCA MAEHTUOULMPOBAHHON MPUYMHON Pa3BUTUSA
B3K-OPH [1].

AnbTEpHATUBHOM METOAMKOM ABNSETCA MPOBEAEHWE CEK-
BEHMPOBAHMWS CNeayoLero NoKoAeHUs (MOSHOrEHOMHOIO UK
NMOMIHO3K30MHOr0). [pK BbINOIHEHMK WUCCNEA0BaHMA NtoOble
COOTBETCTBYIOLLME Pe3yNbTaTbl JOMKHbI GbiTb NMOATBEPHKAEHDI
CLIA, npexae 4em 6yayT nepefaHbl cembe [24, 25].

FEHETUHMECKMUE OCOBEHHOCTHU
OagHon n3 Hambonee BaxKHbIX ocobeHHocTen B3K ¢ paH-
HUM Havyanom ABNSETCH 3aBUCMMOCTb OT 6OMbLIOr0 Kosye-
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CTBa FEHETUYECKMX Bapuauuih. Y4eHbIMU Oblo NpoBeaeHO
KpYnHoe uccnefoBaHue, B X04e KOTOPOro BbISIB/IEHO, YTO OTS-
FOWEHHbIN cemenHbIi aHamHe3 B 25-30% ciiydaeB CnyxuT
NPUYMHOM BO3HUKHOBEHUS B3K y notomKoB [1].

Pan uccneposatenen coobuiatoT o npeobnagaHum MOHO-
reHHow atmonorum B ocHoBe B3K-OPH [5]. OgHako J. Ouahed
n coaBrT. [1], a TakKe L. Chapuy 1 coaBT. [26] onpoBepratoT
[aHHoe yTBepKaeHue. B cBomx nccnegoBaHusx ydeHble 06Ha-
PYXKMNK, YTO NATONOrMyYeCcKme annenu, ceadaHHble ¢ BSK-OPH,
HabnofatoTea nuwb y 3% fgeten mnagwe 2 net [1], MOHoreH-
Hble B3K cocTasnsioT Bcero 7,8% ot B3K-OPH [1, 26].

CTOWUT OTMETUTb, YTO MHOIME U3 BbISIBIEHHbIX B HacTosiLLee
BpeMsi MOHOreHHbix ¢opm paHHero B3K cBsizaHbl ¢ nep-
BUYHbIMK UMMYyHoZeduumnTamu (MUL), B CBA3K C YEM TaKUM
nauyneHTam Heob6xoAMMO NPOBOAUTL TLATEIbHOE UMMYHOS10-
rmyeckoe obcneaoBaHue 415 BbIIBIEHWSA BO3MOMXHbIX BPOXK-
[IEHHbIX OLIMBOK UMMyHUTETa. Ocob6ble rpynmnbl PUCKa COCTaB-
NIF0T NauneHTbl, UMeloLLne B aHaMHe3e:

e = 4 cny4yaeB UHOEKLMOHHbIX OTUTOB B rof;

e =2 cnyvyaeB TAKeNblX MHOEKLMIN HOCOBbIX MNa3yX B rof;

e =2 MeC aHTMBMOTMKOTEpanun 6e3 adpdeKTa Unn ¢ He3Ha-
4yuTeNbHbIM abbeKToM;

e = 2 cny4yaeB NHEBMOHWW B roa.

Kpome Toro, Takne NposiBNeHUs], Kak HeocTaToqHas npu-
6aBKa Macchl Tena Win 3afepXKKa pocTa, peunavsupyowme
rny6oKnMe abCLecChbl KOXW WAM BHYTPEHHUX OpraHoB, KaH-
OMA03 POTOBOM MOJSIOCTW, TPUOKOBOE MOPAXKEHUE KOXK WU
OTATOLWEHHbIA CEMENHbI aHaMHe3, MOTYT CNYyXWUTb NpU3Ha-
kamu MNA [27].

Ha cerogHsAWHWUM ileHb MOHOTeHHble 3a60/1eBaHNs MOXHO
pas3genutb Ha creayloLime rpynmnbi:

1) npedekTbl anuTennanbHoro 6apbepa;

2) pedeKTbl cMcTeMbl GaroumTosa;

3) nedeKtbl T- 1 B-KNeTo4yHOro 3BeHa;

4) pedeKtbl T-perynsTopHbIX KNETOK U Nepeaayn CUrHanos;
5) runepBocnanuTeNbHble U ayToBOCMNaIUTEIbHbIE COCTOSIHUS.

MoHoreHHble aedeKTbl HapyllaT KULWEYHbIM MMMYHHbIN
roMeocTas Yepes psg MEXaHU3MOB. 3TO CHUKEHWE 6apbepPHbIX
GYHKUMI anuTenmns n 6akTepmnanbHOro KIMpeHca, CKIOHHOCTb
K HEKOHTPOMPYEMOMY BOCMANIEHNUIO U ayTOMMMYHHOMY BOCNa-
NIEHUIO BCNeACTBUE YCUNEHUs aKTuBaumu T- u B-numdounTos,
a TaKXXe HapylweHWs KOHTPONS U UMMYHOIOTMYECKON peryns-
LMK Yyepes perynsatopHble T-KneTku 1 ap. [27].

Take myTauumn ¢ notepen GyHKUMKU B NUraHge v peuen-
Tope uHTepnenkunHa-10 (IL-10) moryt BbI3biBaTb LWKUPO-
Kun cnektp B3K-nogo6Hbix 3ab6oneBanun [28]. O.F. Beser
M COaBT. NPOAEMOHCTPUPOBAIM AaHHYI0 B3aMMOCBS3b [29].
Y 17 nauueHtoB ¢ agnarHo3om B3K-OPH 6binn BbisiBNEHbI
naTtonornyeckne BapuaHTbl reHa IL-10. OKka3anoch, 4YTO y HUX
UMeeTCs OTAroweHHas HacneAcTBEHHOCTb no cnyvyasam B3K.
MccnepoBatenu Takxe yCTaHOBUAKM Gonee TSKenoe TevyeHune
1 cnabbli OTBET Ha Tepanuio y nauneHToB ¢ B3K-OPH [30, 31].

A. Watson ¥ coaBT. pacCMOTpenn B3aMMOCBS3b MOU-
mopduama reHa NOD2 c NOBbIWEHHBIM PUCKOM pPa3BUTHA
B3K-OPH. B nccnegoBaHue 6b1710 BKIOYEHO 2 rpynnbl 60bHbIX:
10 naumeHtoB ¢ B3K-OPH ¢ nonumopdmamamu reHa NOD2
(NOD2+), koaupylowero 6eoK, y4acTBYOLWMA B perynsumu
BOCMaNUTENbHbIX MPOLECCOB B OpraHv3me, U 16 nauueHToB
¢ B3K-OPH 6e3 natonornyeckux BapuaHtos 8 NOD2 nnu no6bix
[pyrux reHax socrnpumnmynBocTi K B3K-OPH. B utore B rpynne
NOD2+ 6bin BbisiBieH ¢deHoTun, NogobHbin BK, ¢ HapylweHnem
JIMHENHOro pocta M aptponatusMu. OAHaKO 3TW pes3ynbraThbl
[O/KHbI BbITb NOATBEPXKAEHbI B 60/1€€ KPYNHbIX Koroptax [32].

B3K ¢ paHHMM Havyanom TaKe xapaKTepuayeTcs natoso-
rMYecKMMuU BapuaHTamu reHa CTLA4, Koavpylowero oanH 13
perynsTopHbix 6enKoB, 06ecnevymBaloLLmMX KOHTPOb Haj pas-
BUTMEM MMMYHHOrO OTBeTa. HegaBHO OTKpbITa HOBas MyTa-
umsa Y60C, KoTopasi BAUSIET Ha CBEPTbIBAEMOCTb 6enKa U ero

CTPYKTYPHYIO CTabuNbHOCTb. Kpome Toro, oHa Bbi3bIBa€eT Hapy-
weHne aumepmsaummn CTLA-4 n cBA3biBaHMa CD8O. Y Hocu-
Tenen Y60C B3K moryt npotekatb 6€CCMMNTOMHO, a TaKxe
B KpanHe Taenon dopme. S. Zeissig u coaBT. NpOBENU Uccne-
[I0BaHWe, B X0Ae KOTOPOro y HocuTenew reHa 6bina BbisiBieHa
naTofiorMyeckn noBblleHHasa nponudepauma T-knetok [33].
[aHHbIM Npouecc accoUMMpPOBaH C HapyleHUeM perynsaumm
aKkTMBaumm T-KneToK. ABTOPbI CUYMUTAIOT, YTO BapuaHTbl CTLA4
NPMBOASAT K pa3BUTUIO HOBOM GOpMbl paHHero Hadvana bBK,
CBSI3aHHOM C CUCTEMHbIM ayTOMMMyHHUTETOM [33].

TeTpaTpuKonenTuaHblM  NOBTOPAOWMACA OOMeEH TA
(TTC7A) TakXe BNWUAET Ha BO3HUMKHOBEHWE TKeNbIX GOopm
MHdaHTUNbHbIX B3K. OH KoaupyeT 6enoK, KOTOpbIM CNoco6-
CTBYET afleKBaTHOM paboTe KNEeTOYHOro LMKIa, UrpaeT Ba-
HYIO POSib B MOCTPOEHMM LIANEPOHOB UM KapKacHbIX 6ENKOoB,
a TaKXe OTBETCTBEHEH 3a AnddepeHLMpPOBKY U nonspusa-
umio anutennanbHbix knetok KT HegaBHWe nccnegoBaHus
NpPoOAEMOHCTPUPOBASIK MOSIBNIEHWE MHOXECTBEHHOW aTpe-
31N KULWEYHWKE, BO3HUKLIEN B pe3y/brate MnaTonornyeckux
annenen TTC7A [33].

JedeKT aaepHoro gaKTopa akKTMBMPOBaHHbIX T-KNEeToK 5
(NFAT5), Koaupytolwero Gaxktop TpaHCKPUMLMK, OTBETCTBEH-
HbIM 3@ 3KCMPECCUIO FEHOB, NPUBOAUT K TMNEPOCMONAPHOCTH
N TUNEepPOCMOTUHECKOMY CTPEecCcy B TOJICTOW KMLUKE, BbI3bl-
Bas ee BocnaneHue. MNMpu B3K ¢ paHHMM Hayanom onpege-
NIAeTCs MNOBbIWEHHass OCMONSAPHOCTb GEeKaNbHOM0 COAEPIHKM-
MOro B TOJICTOM KMLLKE, Y4TO MONOXMUTENIbHO KOppenupyet
C TAXeCTblo 3ab6oneBaHus [34].

[edeKTbl B reHe, KOAMpYoLLEeM Kacnasy peKpyTUHIOBOro
fomeHa, CARD9 moryT ABASTbCS NPEAMKTOpaMu pasBuTUSA
paHHero B3K, Korga HapylwaeTtcs curHan Mofekynbl-agan-
Tepa ons 3anycka aktmBauun NF-kB 1 ydyactns B nepegadye
curHanoB anonto3a. Kpome Toro, AaHHbIM FeH UrpaeT Ba-
HYlO pOfib B MOAYNALMU BPOMKAEHHbLIX MMMYHHbIX peaKkLui
Ha BHYTPWMKIIETOYHbIE NaToreHbl (BUPYCHble, GaKTepuasbHble
n rpubKoBble) [34].

JIEYEHME

YCTaHOBNEHO, YTO AeTH, Y KoTopbix B3K anarHoctnpoBaHo
[10 AOCTUXEHMS B-neTHero Bo3pacTa, HyX/Jalncb B MEHbLLEM
KONMYeCcTBE MeAMLIMHCKUX NPoLEedyp M pexe noaBepranuchb
XMPYPruyecKUM BMellaTenbcTBam, YeM AeTH, Y KOTOPbIX Auar-
HO3 6bln BepuduUMpoBaH B Bo3pacTe 10 net u crapuwe [2].
B nutepatype onucaHbl BO3MOXHOCTM fieyeHus B3K-OPH
C MNPUMEHEHWEM KOPTUKOCTEPOWUIOB, FEHHO-MHMKEHEPHbIX
OMONOrMYeCKMX NPenapaToB U MHIMOGUTOPOB GaKTopa HEKPO-
3a onyxonin-a (TNF-a) B KayecTse Tepanuu u UHLYKLUKU PEMUC-
cun y naumenToB ¢ B3K-OPH n B3K-P [26].

CyLLecTBYIOT ¥ Apyrve BapuaHTbl Ie4eHns, 3aBucaLLme ot
KOHKPETHOrO 3aTPOHYTOro reHa. Tak, HanpuMep, y NauneHToB
¢ B3K-OPH v gpeduumtom nepenayv CUrHanoB peLentopamum
IL-10 addeKTMBHOCTL NoKasana TpaHCMnaHTauus KOCTHOMo
MO3ra M remMornoaTUYECKMX CTBONOBbIX KIETOK [29]. Takxe
3TOT BUA Nle4EHMS MPUMEHSIETCS NPU TAKMX MOHOTEHHbIX MPK-
ynHax B3K-OPH, Kak MyTauuun reHoB, Bbi3blBalolMe XPOHUYe-
CKYyl0 rpaHynemaTto3Hyto 6onesHb u IPEX-cuHapom. C apyron
CTOPOHbI, XOTS TP@HCMNIaHTaLLMsA reEMOMNO3TUYECKUX CTBONOBBIX
KNETOK YCTPaHAET UMMYHHbIM AedEeKT, OHa He cnocobHa BNK-
ATb Ha 3NUTENMaNbHble HapyWEHUs KULIEYHUKA W, cneaoBa-
TENbHO, HE MOXKET YNyYLIMTb TEYEeHWe npouecca B KMWwKe [1].

Takxke npu geduumte IL-10 npumeHsieTcs TpaHcnnaHTa-
LS MYNOBUHHOM KPoBK. OfHAKO Y NaLMEHTOB € X-CLenieHHOM
PELIECCMBHOM 3KTOAEpPManbHOM Aucnnasuern ¢ MMMYyHoAe-
GUUMTOM K TaKoMy MeTofy cneayeT npuberatb C OCTOPOXK-
HOCTbtO. 10 MHEHMIO HEKOTOPbIX @aBTOPOB, AETSAM C HaMYUEM
NPOTUBOMOKa3aHWM K TpaHCMIaHTaLMKN UK e HaxoaaLWwmmes
B TSXKENIOM COCTOSIHMM, MOXHO PEKOMEHA0BaTb aHaKUHPY —
aHTaroHucT peuentopoB IL-1. Takke 6blI0 MOKa3aHo, 4TO



6nokupoBaHue IL-1 adPpeKTMBHO Yy MauneHToB C aeduun-
TOM MeBaJIoHaTKMHa3bl. Ha aKkcnepumeHTanbHOM 3Tane 3To
NPUBENO K 3aMETHOMY KIMHUYECKOMY, 3HAOCKOMUYECKOMY
N TUCTONIOMMYECKOMY YAYYLLEHUIO y YacTu aeTen. [NpeKpalleHune
nepepayn curHanos IL-10 npuBOAMT K BOCNANEHNUIO KMLWIEYHK-
Ka 3a CYET MOBbIWEHHOM NpoayKumMK IL-1 KneTKamu BpOXK-
[JEeHHOro MMMYHWTETa, YTO B AallbHEMLIEM COMPOBOXAAETCSH
aktuBaumen CD4* T-KneTok. B coOTBETCTBMM C 3TUM aBTOpPbI
caenann BbiIBOA O 61aronpuaTHOM BO3AEWUCTBUM areHToB,
OGnokupylownx nepegadvy curHanos IL-1, Ha TeyeHne B3K,
BbI3BaHHOEe feduuntoM perentopos IL-10 [35].

Mpun nednumte CTLAA 1 «ivnononmcaxapui-4yBCTBUTENb-
HOro M MNOXoXero Ha 6exeBbln skopHoro 6enka» (LRBA)
npeagnaraeTcsd Mcnonab3oBaTb abatauent — pacTBOPMMbIN
6€e0K, COCTOSIWMI U3 BHEKIETOYHOrO JOMEHa aHTUreHa-4-
LUMTOTOKCUYECKUX T-nMMOLMUTOB, CBA3AHHOIO C MOANPHU-
uMpoBaHHbIM Fc-dparmeHTom 1gG1l 4yenoseKka. AbaTauent
CENIEKTUBHO MOZYNUPYET KIOYEBON KOCTUMYIUPYIOLLUIA CUT-
Han, HeobXxoAUMbIM AN MOMAHOM aKTuBauuu T-nMmMdoLMTOB
(FOXP3* T-perynatopHbIX KNETOK), aKcnpeccupyroumx CD28,
bIOXKH-6€M0K. AKTUBUMPOBAHHbIE T-TMM@OLMTbI UrpatoT Bax-
HYlO pOfib B MaToreHese ayTOMMMYHHbIX 3aboneBaHui. [na
NnofiHOW akTuBauuun T-numdounToB Tpebyetcs 2 curHana oT
AHTUTEHNPE3EeHTUPYIOWNX KNETOK: MepBblM — A9 pacnos-
HaBaHWs crneundryecKoro aHTUreHa peuentopammn T-KneTok
(curHan 1); BTOpoM (HecneumduyecKuin) KOCTUMYUPYIOLLMI
curHan npegnonaraet cBa3biBaHne monekyn CD80 n CD86 Ha
NOBEPXHOCTU @aHTUIEHMPE3EHTUPYIOLMX KNETOK C peLenTopom
CD28 Ha nosepxHOCTU T-ntuMmboUMTOB (curHan 2). Abatauent
cneundunyeckn ceasbiBaetcd ¢ CD80 n CD86G, cenexkTMBHO
WHIMOUPYS 3TOT MNyTb. YCTAHOB/IEHO, YTO abaTtauenT B 60/b-
LIen CTENEHM BNUSIET Ha OTBET HEAaKTMBMPOBAHHbIX (HAUBHbIX)
T-numoounToB, yem T-numboumMToB Namsat [35].

A6aTauenT ABNsSeTCa NpeacTaBUTENEM TapreTHOM Tepanum
npu geduunte LRBA, xapaKTtepu3yloWwUMCA O4eHb HU3KOM
akcnpeccren CTLA4 wn conpoBoOXAaloWKUMCH aHTeponaTven
U OPYTUMW CUCTEMHBIMU MposBAEeHUAMU. OgHaKO WMHOP-
Mauua O 3HaAYUTENbHOM YYYLLEHUW COCTOSHUS MauueHTOB
¢ B3K-OPH otcytcTBYeT BBMAY OrpaHUYEHHOro Koiunyectsa
ncenefoBaHuim [35].

Eule ogHMM BO3MOXHbLIM MpenapaToM npu geduuute
CTLA4 aBnsetcs Beponndymab. OH npeactaBisieT cobomn
KnweyHocneumdunyeckoe MOHOK/I0HaIbHOe aHTUTENO NPOTHUB
adB7 uHTerpuHa, npepoTepalialollee MUrpauunio T-KIETOK
B TKaHb TOJICTOM KULLKK, BCNEACTBMUE YEro YMEHbLIAETCS Bblpa-
EHHOCTb BOCManeHusa KulevyHuKa. MiccnegoBaHua npenapa-
Ta NPOBOAM/IUCE B OCHOBHOM Yy B3POC/IbIX, U COOTBETCTBEHHO,
Befonn3dymab He peKoMeHOBaH B KayecTBe cpefcTBa nep-
BOM nuHMK npu B3K ¢ paHHnm Havanom. OgHaKo No MHEHMIO
A.E. Levine u coaBrT., Begonndymab 6e3onaceH n adpheKTnBeH
npu HegnoddepeHumpoBaHHom B3K-OPH ¢ yacToTon KnMHuye-
CKOro otBeTa 56% K 4eTBepTOMY BBeeHuo [21].

MHrM6UTOPbl KanbLUWHEBPUHA, K KOTOPbIM OTHOCATCS
LIMKIOCMOPUH A U TaKpoIMMyC, MOLaBAAIOT TPaHCKPUMLMK
reHoB IL-2, TNF-a u uHTepdepoHa-c (INF-c) B T-kneTkax
M MOFYT UCMNONb30BaTbCA AN MHAYKUMKM pemuccun npu B3K
y AETEN C PE3UCTEHTHOCTLIO K cTeporaam. OaHaKo uccnegoBa-
HWS HE Aann OQHO3HAYHbIX pe3ynbTaTtoB. B 0630pe naumeHToB
¢ pedvumtom XIAP, nonyyaBLlKX TakpPoaMMYC, OblI0 0GHapy-
YEHO, 4YTo 60Jsiee MNOSMIOBUHbI BOMbHbBIX OblLIM pedpaKTepPHbI
K e4eHnI0 KoMOMHaLUMen KOPTUKOCTEPOUIOB M TaKpoMmyca,
a TaKXe UMKIOCMOpMHOM M asatuornpuHom [36]. [daHHble
pesynbTaTbl HYXKAAOTCA B AOMOJHUTENBHOM MOATBEPMKAEHWU
B KpyNHOMacLUTabHbIX UCCef0BaHMSX.

Pan vccnepoBaHWii AEMOHCTPUPYIOT HECOCTOSATENbHOCTb
CcTaHAapTHbIX MeTooB neverHns B3K-OPH, oco6eHHo y nauum-
€HTOB A0 rofa. B ctaHAapTHylO Tepanuio BXOAAT Takue npe-
napartbl, Kak 5-aMUHOCannuunIoBas KMCNoTa, UMMYHOMOAYNS-

TOpbI (6-MepKanTonypuH, a3aTMONpuH, METOTPEKCAT), a TaKKe
aHtutena npotne TNF. Bbino BbiCKa3aHO NpeanonoxeHune o6
3hDEKTUBHOCTM NpUemMa aHTUBUMOTUMKOB Y NaLMEHTOB AaHHON
BO3pacTHOM rpynnbl [37].

Mpn HeanddepeHunpoBaHHoM B3K u paHHem B3K
LUMPOKO Mcnonb3ytoTcs npenapaTbl aHTU-TNF-a.. C nomoLbio
MHPAMKCMMaba AOCTUraeTcs BbICOKUMM MPOLLEHT PEMMUCCUHM
K 10-n Hep neyeHnsa. OgHaKO B TeyeHWe MepBoro roja
Tepanuu MHOTMM MaLMeHTaM MOXET NoTpe6oBaTbCs NOBbI-
LeHne TepaneBTUYECKON A03bl NpenapaTa B CBA3KU C OTCYT-
CTBMEM OTBETa Ha Tepanwuio. Y aeTen mnajlwero sospacrta
OTMeYaeTCs MOBbIWEHHbIM KIMPEHC, YTO TaKKe SBASeTCS
noKkasaHWeM Ana NPUMEHEHUs yBeNUYeHHOW A03bl npena-
paTta. Cnefgyet nNpoBOAUTb MOHWTOPWUHI TepaneBTUYECKOro
YPOBHS npenapata, 4Tobbl cneanTb 3a BbipabOTKON aHTUTEN
K MHONMKcmaby, 4TO MOXET MPMBECTM K NOTepe OTBETa
Ha Tepanuio [21].

MMMyHOMOAYNATOPbl a3aTMONPUH M METOTPEKCaT 4acTo
MCMOMb3YIOTCA B KayecTBe MOHOTepanuMu uanm B KOMOGMWHa-
LMK € BMONOrMYECKUMHM NpenapaTammn Ans NevYeHns paHHero
B3K. AzaTtMonpuH ocTaHaB/IMBAET Pa3BUTME MMMYHHbIX Kie-
TOK B CBfI3W C GNOKMPOBKOW CUHTE3a NypuHOB. [enctBue
MeToTpeKcata CBOAMTCS K MHIMOMPOBAHWIO CUHTE3a MNypu-
HOB U nupumuanHoB [38]. B cBS3n ¢ npumeHeHvem 60/b-
WUKX A03 npenapata CyWeCTBYET PUCK renaToTOKCUYHOCTU
M HegoCTaTOYHOCTM KOCTHOrO Mo3ra. Y MaNleHbKux aeten
¢ B3K-OPH, KoTopble HyatoTcs B NOBbILWEHHbIX 403aX METO-
TpeKcaTa, CyLWEeCcTBYET PUCK Pa3BUTUS renatocryieHU4ecKom
T-KNeTo4YHom NMMPOMbI C BO3MOXKHbBIM SIeTalbHbIM UCXO40M
npv AAUTENBHOM MPUMEHEHUWU. B CBA3KM C 3TUMMU AaHHbIMM
MMMYHOMOZAYNATOPbI HE PEKOMEHJ0BaHbI K MPUMEHEHMIO CPO-
KoM 6onee AByx fiet [6, 39-41].

Kpome BblllenepeymcneHHblx METOAOB SIeHeHUs, B nuTe-
patype YnomuHaeTCcsl TakXe O TpaHcnaaHTauun deKkanbHon
MWKPOOGMOTbI MauUMeHTy OT AoHOopa. B uccnegoBaHmax coo6-
LaeTca 0 JOCTUKEHUU peMUCCUM 3aboneBaHus Yepes Heae-
N0 Nocfe BbINOJIHEHHOW TpaHCnAaHTauuu, a Yepe3 3 Mec
aHanus3 geKanum nokasasn, YTo KuleyHas ¢aopa nauueHTta
WAEHTMYHA TaKOBOMW B GeKanunax AoHopa, 4TO roBOPUT O BOC-
CTAHOBNEHUN MUKPOOUOTbI. TaKkue pes3ynbTaTbl CBUAETENb-
CTBYIOT O NEPCNEKTUBHOCTM UCMONb30BaHMA AaHHOro MeToaa
B 6yayuiem [42].

MPOrHO3

[e6ioT B3K B Bo3pacTte g0 6 neT accouunpoBaH ¢ 6onee
BbICOKOM 4aCTOTOW Ha3Ha4YeHUs WMMYHOMOAYNMpPYOLWEN
Tepanuu 1, Kak cneactsue, AUTENbHOM UMMYHOCYNPECCHEN.
B cnyyae anutenbHO TeKylwero 3abofieBaHWs NOBbIWAETCs
PUCK Pa3BUTUS OHKONOMMYECKMX MPOLECCOB B CBSA3M C OCO-
GEHHOCTAMMU Tepanuu M HEMOJHbIM KynupoBaHWEM BocMa-
NIUTENbHOrO Mnpouecca B Kuwke. Havbonee 4yacto y aetew
pasBuBaloTCs IMMOPOMbI, KOMOPEKTaNbHbIM paK, a TaKxe
paK Koxu [43-45]. HeKkoTopble nccnegoBaHusl 4eMOHCTPK-
pylOT B3aMMOCBA3b Pa3BUTUS OHKOMOTMYECKMX MaTONOMMM
C ANWUTENbHOM KOMOGWHMPOBAHHOW Tepanuew npenapatamu
aHTU-TNF-a 1 TMonypuHamu. B nutepaType npeacraBieHbl
NPOTUBOPEYMBLIE AaHHble OTHOCUTENbHO CBS3M BO3pacTa
fe6tota B3K 1 cMepTHOCTH, OAHAKO CMEPTHOCTbL cpeau nawu-
€HTOB C paHHel MaHudecTauunen B3K nocToBEPHO BhillE, YEM
cpeau NoXuibix NauneHToB [8, 46-48].

3AKJ/IIOMEHME

Taknm o6pazom, B3K ¢ paHHUM HavyanoM MMEET TsKenoe
Te4yeHne ¢ XxapaKTePHbIMMU TONbKO A5 3TOM rPynnbl HO30/10M -
yecKkunx GopM NposiBAEHUAMU, Ha KOTOpble cneayeT 06paTuTb
BHMMaHKWe. [na KOMNAeKCcHoro o6cnefjoBaHns aTux naumeH-
TOB HEOOX0AMM MeXAUCUMNIMHapHbIM noaxod. Tema Tpebyet
JanbHENLWero U3y4eHns B KPymHbIX KOropTax.
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Oo6Llume NnpUHLUMNDbI peaduauTaumm
NaLMUeHTOB C LepeopasibHbIM nNapajanyom
nocne oAHOMOMEHTHbIX MHOIOYPOBHEBbIX
opronean4yecKux onepauum (SEMLS)

KoHTaKTHas nHopmauus:

Knouykosa Onbra AHApeeBHa, KaHaWAAT MEAULMHCKMX HayK, 3aBeayollas OTAENOM pa3paboTKM HayyYHbIX MOAXOAOB K BEAEHWIO AETEN C ABUraTeNbHbIMU
HapyweHusmu HUW negunatpumn v oxpaHbl 3g0poBbs getei HKL Ne2 drBHY «PHLX um. akaa. b.B. MetpoBckoro» MuHo6pHayku Pocciu

Appec: 119333, Mocksa, yn. ®otnesow, a. 10, ctp. 1, Ten.: +7 (499) 137-01-97, e-mail: dc.klochkova@gmail.com

Cratba noctynuna: 20.04.2024, npuHAaTta K neyatu: 16.06.2024

OaHOMOMEHTHbIE MHOIOYPOBHEBbIE opToneauyeckue onepauun (single-event multilevel surgery; SEMLS) — ctaHgapTt
XUPYPru4ecKor KOpPEKLUMU BTOPUYHbLIX OPTOMeAMYECKUX Aedopmaumii rpu AeTCKOM LepebpasibHoMm napaaunde (AUM).
SEMLS BKo4aloT B ce651 0JHOMOMEHTHOE YCTpaHeHMe MSITKOTKaHHbIX KOHTPaKTYp, KOCTHbIX AegopmaLlimi, no4BbIBUXOB
1 BbIBUXOB B CyCTaBax C Lje/iblo BOCCTaHOBJIEHMS OXOAKM M 00Len QYHKLIMOHaIbHON aKTMBHOCTH NMaymneHToB ¢ Lepebpalib-
HbIM napaandom. O6LLIMPHOCTb BMELLIATE/IbCTBa ONpeaeasseT He06XoAMMOCTb MPOBEAEHUS C/IaHUPOBAaHHON U OJIrOCPOYHOM
riocsieonepaynoHHoON peabunmtalumnu, O4HaKO HET COrNlaCOBaHHbIX PEKOMEHAaUuH, KaK POCCUUCKMX, TaK U 3apyberKHbIX,
10 BeAIEHMIO NaLMEHTOB B NOC/1e0nepaLMoHHOM nepmnoae. B HacToswem 063ope rnpuBeaeH aHaans paboT o peabuautaymm
rnocsie SEMLS nipu AUT, npeanoxxeHbl peKoMeHaaLuu rno rnoAgrotoBKe M noatarnHoMy rocseonepaynoHHOMYy BOCCTaHOB/Ie-
HWIO ABUraTesIbHOM yHKLUMU, MPOGPUIAKTUKE COMYTCTBYIOLMX OCI0IKHEHMHA.

KnroyeBble cnoBa: feTCKui LjepebpasibHbIM napasind, MHOroypoOBHEBbIE OpTONeAUYECKHe onepaumnn, cnacTUYHOCTb, crac-
TUYECKas AUNNerus, aHain3 rnoxoaKku, peabunutaLms

Ana ymtnpoBaHuns: Knoykosa 0.A., MonkoB [.A., MameabsipoB A.M., MamenoB Y.@. O6uune npuHUMNbl peabunmtaumm
nauneHToB C LepebpalibHbiM Napajinyom nocne OAHOMOMEHTHbIX MHOTOYPOBHEBbLIX opToneanyeckux onepaumi (SEMLS).
Bonpocsl coBpemeHHo negmnatpumn. 2024;23(3):152-161. doi: https://doi.org/10.15690/vsp.v23i3.2763

BBEJAEHMUE

Jetcknin uepebpanbHbii napanuy (AUMN) — Haunbo-
fiee yactas nNpuyMHa UHBaNUAUIUPYIOWMX ABUraTeNlbHbIX
HapylweHWn y aeten BO BCEM MUpe, YacToTa KOTOPOW,
Nno pasHbiM AaHHbIM, BapbupyeT oT 15 go 35 cnyyaes
Ha 10 TbIC. XMBbIX HOBOPOXAEHHbIX [1, 2]. MpnumnHon ALMN
SABNAIOTCA aHOMaUS UK NOBPEKAEHWE Pa3BUBatOLLErOCH

rO/IOBHOrO MO3ra Yy BHYTPUYTPOGHOIO WMAM HOBOPOXAEH-
HOro pebeHKa, NPMBOASILLME K CTOMKUM HapyLEeHUSIM pas-
BUTMUSA MOTOPMKMK U NOALAEPIKaHMSA NO3bl, OrpaHUyYnBaloWUM
GYHKLMOHaNbHYO aKTMBHOCTb YenoBeka [3]. Y nauneHToB
¢ AN HeT opToneanyeckux gedopmaLnin Npu pPoXKAEHUH,
HO paHHWE HapYyLIEeHUS LIeHTPaNbHOM PEryiauUnmn ABUKEHUN
W MOCTypanbHOro KOHTPOASA MPUBOAAT K GOPMUPOBAHUIO

Olga A. Klochkoval, Dmitry A. Popkov2, Ayaz M. Mamedyarov?, Ulvi F. Mamedov?

1 Research Institute of Pediatrics and Children’s Health in Petrovsky National Research Centre of Surgery,
Moscow, Russian Federation
2 |lizarov National Medical Research Centre for Traumatology and Orthopedics, Kurgan, Russian Federation

General Rehabilitation Principles for Patients with Cerebral
Palsy After Single-Event Multilevel Surgery (SEMLS)

Single-Event Multilevel Surgery (SEMLS) is the standard for surgical correction of secondary orthopedic deformities in cerebral palsy
(CP). SEMLS include simultaneous correction of soft tissue contractures, bone deformities, incomplete and complete joint dislocation
to improve the gait and functional activity of patients with CP. The surgery volume determines the need for planned and long-term
postoperative rehabilitation, however, there are no confirmed guidelines, neither Russian, nor foreign, on the patient’'s management
during postoperative period. This review provides an analysis of rehabilitation approaches after SEMLS at CP, offers recommendations
on preparation and step-by-step postoperative restoration of motor function, and prevention of any associated complications.

Key words: cerebral palsy, multilevel orthopedic surgeries, spasticity, spastic diplegia, gait analysis, rehabilitation

For citation: Klochkova Olga A., Popkov Dmitry A., Mamedyarov Ayaz M., Mamedov Ulvi F. General Rehabilitation Principles for
Patients with Cerebral Palsy After Single-Event Multilevel Surgery (SEMLS). Voprosy sovremennoi pediatrii — Current Pediatrics. 2024;
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KOHTPaKTyp, TOPCUOHHbBIX U YINIOBbIX AedopMaLmini KOCTEN,

naToIOrMYyecKMX YCTaHOBOK B cCycTaBax Mo Mepe pocTa

W yBeNM4eHUs macchbl Tena pebeHka [4]. BTopuyHble OpTO-

neanYecKme OCIIOXKHEHUSA OrpaHnYMBatoT GYHKLMOHaNbHYIO

aKTUBHOCTb, MeLlaloT NPOrpeccupoBaHmnio MOTOPHOIO pas-

BUTUS M CO BPEMEHEM MPUBOAAT K yTpaTe NPUOBPETEHHbIX

[ABWraTe/bHbIX HaBblKOB M COLMANbHO-ObITOBOM aKTUBHO-

ctn [5-7]. Pag opToneanyeckunx npobnem (BbiBUXM 6eaep,

aedopmMauuun cTon M NO3BOHOYHMKA) MOTYT COMPOBOXAATb-

CH XPOHMYECKMM 6ONEeBbIM CUHAPOMOM U HapylweHUeM

OMOpHOW GYHKUMK, yXyalWEeHNEeM BO3MOXHOCTU NO3ULMOHU-

poOBaHWs AaXke Npu UCMNOoNb30BaHUN TEXHUYECKUX CPEACTB

peabunutaumn (TCP) [4, 8].

UcTtopuyeckn optoneamyeckue aedopmauuu npu AL
KOPPEKTUPOBanu nocnefoBatefibHbiMK OrnepaunsiMn, Hauu-
Hasi ¢ Hanbonee BbipaXKEHHbIX HapyleHun. MNMoka pebeHoK
BOCCTaHaB/MBaNCA OT OAHOM onepauuu, ycnesanu cdop-
MUPOBATLCA (MK ye Oblin cOopMUPOBaHbI) JedopmaLn
Ha ApYyroM ypoBHe, 4TO NMPUBOAMNO K Credylolen onepaunu
n T.4. leTckuin optonea M. Rang Ha3Ban AaHHyl0 CUTyauUuto
«CMHOPOMOM [HA poxaeHus» (aHrn. birthday syndrome),
NMOCKOJIbKY Ha OnpeAeneHHOM 3Tane MpPaKTUYEeCKU KaxKAbln
rofl CBOEN n3HU pebeHok ¢ LM BcTpeyan, roToBSCh K o4e-
peaHon onepauun WM BOCCTaHaBAMBasACb nocne Hee [9].
Cutyaumsa NpUHUMNMaNbHO M3MeHunacb ¢ GopMmMpoBaHUeM
B 80-90-x rr. XX B. KOHLENUUM OAHOMOMEHTHbIX MHOrO-
YPOBHEBLIX OpTONeAnYecKux onepauunn (aHrn. single-event
multilevel surgery; SEMLS) [10, 11].

Meton SEMLS npepnonaraet asa u 6onee xupypruye-
CKMX BMellaTeNbCTBa Ha CyXOXMbHO-MblLLIEYHOM annapare
W/WNN KOCTSIX, BbIMOMHAEMbIX B ABYX U 605ee aHaToMuye-
CKMX 06/1aCTAX BO BPEMS OAHOM onepaLmmn npyu 0gHOM rocnu-
Tanusauuun pebeHka [12-14]. MNpu 60nblwOM 06bemMe one-
paunst MOXET ObITb BbINOJIHEHA NOCNef0OBaTe/IbHO Ha ABYX
KOHEYHOCTAX C NepepbiBoM B 2—4 Hefll, HO BO BPEMS OHOM
rocnutannsaumm U ¢ eauHbIM peabunnuTauMoHHbIM Nepuo-
aom [12-14]. OcHoBHas Uenb SEMLS — ckoppeKTMpoBaTb
napameTpbl MOXOAKMU U NMOCTYPasibHOrO KOHTPOS KaK Kade-
CTBEHHO, TaK W KOJIMYECTBEHHO 3a CYeT OAHOMOMEHTHOIro
XMPYPru4eCKOro ycTpaHeHUs MMEIoLWKUXCA BTOPUYHbIX OPTO-
neguyeckux gepopmauuni y naumnentos ¢ ALMN [15]. B cBAsun
¢ aTum SEMLS npoBOASAT NpenMMyLecTBEHHO Yy NaLMeHTOB,
CMNOCOBHLIX K CaMOCTOsATENIbHOMY NnepeMelleHunto (Kak ¢ TCP,
Tak n 6e3 HMX), Ha 3Tane Hayvana yTpaTbl ABUraTefibHbIX
HaBbIKOB W CTabWbHOM OMOpbl U/UNK NosSBEHNS 60ONeBO-
ro CMHAPOMA, GbICTPOM YTOMASEMOCTU MPU NepeMeLLEHNN
(maumeHnTbl ¢ GMFCS (Gross Motor Function Classification
System — Cucrema Knaccudpukauum 60/blIMX MOTOPHbIX
GyHKUMR) l1=11l, pexxe — GMFCS | u IV). NpoBeaeHne SEMLS
UMEET N IKOHOMUYECKHME MpenmyLLecTBa nepes OTAe/bHbI-
MW MO3TanHbIMK onepauuaMu B BULE CHUMKEHUA Cymmap-
HbIX pPacxofoOB Ha BMeLIaTeNlbCTBa, a TaKXe COKpalleHUs
BPEMEHU OTCYTCTBUS pebeHKa B LWIKOMEe, a yXaKMBaloLMX
nny, — Ha paboTe [16].

Ha Haw B3rnag, pacnpoctpaHeHuio SEMLS cnoco6-
CTBOBaNu:

e pasBuTHe 3D-aHanM3a NOXOAKM, MO3BONSAOWEro 06beK-
TUBHO OLIEHWUTb BMOMEXaHMKY HapyLEeHUM U ChaaHupo-
BaTb MHOroypoBHeBOE€ BMELIATe/IbCTBO, OLLEHWUTb €ro
pesynbrathbl [17];

® CO3JaHue U pacnpocTpaHeHne PyHKLMOHaNbHOW KNaccu-
duKaunn aBuratenbHblx HapyweHun npu ALUMN (GMFCS),
a TaKXe LeNleOpUEHTUPOBAHHOM KOHUenuuMu peabunu-

Tauuu [18], 4To, NO HalweMy MHEHWIO, NO3BONSET OMU-
paTtbcs Npu Bbibope KaHauaaToB ans SEMLS Ha dyHK-
LIMOHaNbHbIN YPOBEHb U peabunnTaLMOHHbIN NoTeHunan
nauueHTa, a He ToibKo Ha dopmy LT,

° ofIBleHMEe W pacnpocTpaHeHue 60TynIMHOTEpPanuu,
NO3BOJIAIOLLEN KOPPEKTUPOBATL ANMHAMMUYECKNE aedop-
Mauun 1 OTKNadbiBaTb XMPYypruyeckoe BMELATeNbCTBO
[10 onTMMasnbHoro Bo3pacta [19];

® COBEpLIEHCTBOBAHWE TEXHUYECKMUX BO3MOMKHOCTEN Mpo-
Be[EeHWS OOLMPHbIX onepauui, aHeCTe3MON0rM4YECKOro
noco6usa 1 nocneonepaunoHHon peabunutauymm [20].
M3yyeHne oTaaneHHbix pesynbtatoB SEMLS nokasano

neyvyebHyto (QyHKUMOHANbHYO) 3PDOEKTUBHOCTb KOHLEMLINM,

a TaKXXe CHUXEeHME COLManbHOM U 3KOHOMUYECKOW Harpy3Ku

Ha ypOBHE KaK CeMbW, TaK M CUCTEMbl 3[4paBOOXpPaHeHus

B uenom [12, 21, 22]. B pyccKosi3bl4HON MeAULIMHCKON nuTe-

paType TaKe HaKOoM/JeHbl CBMAETENbCTBA B NOMb3y addeK-

TMBHOCTM [13, 14, 23-25] 1 couunanbHO-3KOHOMUYECKON

uenecoo6pasHoctv SEMLS y naunenTtos ¢ LM [26].

B 60nblIMHCTBE McCnefoBaHui GAMMXKanWKMX U OTAaNEH-
HbIXx pe3ynbratoB SEMLS nopyepKkuaetcs, 4To onpenens-
WM GakTopom 3GGEKTUBHOCTU U CTabUNIBHOCTU Pe3yib-
TaTOB BMelWaTeNnbCTBa OCTAOTCS HE TOJbKO KOPPEKTHbIN
oT60p NauMEHTOB, MAaHWPOBaHWE W MpPOBeAeHMEe onepa-
UMK, HO M AnuTenbHas nocneonepauuoHHas peabunuTa-
umsa [27]. BmecTe ¢ Tem, No pesynbratam cMcTeMaTuyecKkoro
0630pa A.L. Guinet u coaBT. (2022), B MMPOBOW MpaKTUKe
no-npexKHemy He BblpabOTaHO €AMHOro MOAXOAa OTHOCH-
TeNbHO MHTEHCMBHOCTHM, YaCTOThbl U TUNA PpeabuUnuTaLMOHHbIX
mMeponpuatuin nocne SEMLS, paBHO KaK u nepuoga UMMO-
6un13aummn unm ncnonb3oBaHusa opte3oB [28]. MNpu aHanmze
PYCCKOA3bIYHbIX MyOAUMKAUMM HaMuW He Obl10 HaWAeHO HM
0flHOW paboThl, B MOIHOW MEpPE ONUChIBAIOLLEN MOPAAOK Noa-
rOTOBKM K Onepauuu n nocneonepaumoHHoOn peabunmraumm
npu SEMLS. 3apy6exHble U 0Te4yeCTBEHHble chneLuanuc-
Tbl MOAYEPKUBAIOT HEOGXOAMMOCTb PaHHEW aKTMBM3auuu
WU peabunutaummM naumMeHToB, CMOCOBCTBYIOWMX ObICTPOMY
BOCCT@HOBMIEHWIO [BUraTefbHbIX GYHKUMIA M nNpodunaktm-
Ke OCNOXHEHWM, ONUCbIBAIOT PaHHUM (BHYTPUOONbHUYHbIN)
aTan peabunutauuu, HO He yaensoT NoAPOGHOr0 BHUMaHMUS
nocneayrouiemy, Hambonee NPoOAOIKUTENBHOMY, 3Tany BOC-
cTaHoBneHus [12, 14].

B cBa3K ¢ 3TMM Lenbio HacToswero o63opa 6biin aHann3
nmMetowmxcs pabot no peabunutaumm nocne SEMLS, onpe-
[leneHne OCHOBHbIX MPUHLMMOB M 3TanoB peabuantaumm.

NMPENATCTBUA K PASPABOTKE EAAUHOIO

NMPOTOKOJIA PEABU/IUTALIUU NOCJIE SEMLS

OTcyTCcTBME €OMHOro OBWENpPUHATOro NPoToKoNna pea-
6unutauum nocne SEMLS onpegensetca psaoM OObeK-
TUBHbIX NpPUYKH. Bo-nepBbix, SEMLS He aBnseTca eanMHom
CTaHAapTHOW npoueaypor Ana Bcex nauueHtoB ¢ [LIM.
Xupyprvuyeckoe BMeLWaTeNbCTBO onpeaensieTcs U naaHupy-
eTCcs MHAMBWUAYaNbHO A5 KaXKAoro nauueHTa Ha OCHOBaHUM
KIMHUYECKUX U MHCTPYMEHTaNbHbIX AaHHbIX [12]. XapaKTep
W NPOAOJIKMUTENBHOCTb MOcneonepaumoHHON MMOBUIn3a-
LMW 1 HaYyana BePTUKaNbHON Harpy3ku 3aBUCAT OT o6beMa
BMellaTeNbCTBa (TONIbKO CYXOXW/IbHO-MbILLEYHbIM anna-
pat uan Koctu) [29]. Bo-BTOpbiX, AAUTENbHas M cneuu-
dunyeckaa peadbunutaumsa nocne SEMLS poporocrosuia,
NO3TOMYy MNPOAOSIKUTENBHOCTb U CPOKWM CTaLMOHAPHOIo
M aMbBynaToOpHOro atanoB peabunanTaLuu, UX HamnosHEeHUe
3aBMUCAT OT 0COBEHHOCTEN opraHn3daunm u duHaHcupoBa-
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HUSA CUCTEMbl 34PaBOOXPaHEHUS (Hann4mua peabunuTaymoH-
HbIX OTAENIEHUA NPU XMPYPTrUYECKUX CTauuoHapax, LOCTyn-
HOCTW amMOBynaTOPHbIX LLEHTPOB WK CMELUaNUCTOB Mo MecTy
XUTenbctBa pebeHKa, onnaTtbl peabunuTauMOHHbIX YCnyr
n TCP 3a cyeT cUCTEMbl CTpaxoBaHUA WAM cembM) [28].
M B-TpeTbMX, CO34aHMIO edMHOro NMpOTOKoNa peabunura-
UMW NpensaTcTBYOT OrpaHWYeHHOEe WMCMNOofib30BaHWE WM
HeAOoCTYNMHOCTb B MpeaonepauyMoHHOM MNEepuoae CNOMXKHbIX
M OOpOrocTosiwmx 1abopaTtopnin KOMMNbIOTEPHOIO aHann3a
NOXOAKKU, MO3BONSIOWMX OOBLEKTUBM3MPOBATL M KOJUYe-
CTBEHHO OLEHUTb ABUraTesibHble HapyweHWs npuy niaHupo-
BaHWM opToneanyeckon onepaunn [13, 30].

Mpn nnaHupoBaHMKM MocneonepauMoHHON peabunuta-
umn nocne SEMLS mbl npeagnaraem, OCHOBbIBasiCb Ha pabo-
Tax [28, 30, 31], BblAensiTb cneayolmne ee atanbl:
1) npeponepaunoHHOE NnaHWPOBaHKeE;

2) onepauuMsi M paHHWK nNocneonepauuoHHbIN
(1-7-e cyT nocne onepawumm);

2-6-9 Hep nocne onepauuu;

7-9 Hep — 3-11 Mec nocne onepaLmu;

3-6-1 mec nocne onepauuu;

6-12-1 (18-1) mec nocne onepauuu;

= 18 mec nocne onepauuu.
MpoAOMKUTENBHOCTb 3TANOB MOXET HE3HAYUTENBHO pas-
inyatbCs B 3aBUCUMMOCTU OT MEPEHECEHHOro BMelwaresib-
ctBa [30], pekomeHaauun xupypra [31] U opraHu3auuu
CUCTEMbI MOMOLLM B CTpaHe [28], N03TOMY Mbl CYUTAEM OMNTU-
ManbHbIM OPUEHTUPOBATLCH HE TONIbKO Ha CPOKMK, HO U Ha
Lenn Kaxaoro atana.
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NPEAONEPALUOHHOE MNJIAHUPOBAHME

lNpenonepaunoHHoe naaHMpoOBaHWEe MoapasymeBaeT
OGBEKTUBHYIO KIIMHUYECKYID M MHCTPYMEHTANIbHYIO OLIEHKY
MCXOAHOT0 GYHKLIMOHANBHOIO COCTOSIHUS MalMeHTa M ycTa-
HOBJIEHWE AMarHo3a, obCyxaeHne ¢ ceMben U NauneHToM
Lenen onepauuM M nnaHa nocneonepauuoHHoOro Bejae-
Hus, HeobxoamMmbix TCP [30]. CornacHo peKkoMeHaauusm
P. Thomason n H.K. Graham, Takas oueHKa BK/tO4YaeT
B cebs BepuduKaumo anarHosa LI, nockonbKy Hann4dmne
ApYyrux (Nporpeccupylownx) NpUYnUH cnacTMHecKon aunne-
rMu, Hanpumep HacneacTBEHHOM crnacTMYecKoW napanse-
MK, CHMXKaeT aPDEKTUBHOCTb M NpeacKka3dyeMoCcTb pe3ysb-
TatoB SEMLS [30]. Takke BaxHO auddepeHumnpoBatb TN
[ABUraTeNibHbIX HapyLWEeHUM (CNacTUYHOCTb, AUCTOHUS, CMe-
LaHHble COCTOSIHWUSA), TaK KaK Hanu4mMe COMyTCTBYOLEro
JNIMCKUHETUYECKOrO KOMMOHEHTa MOXET NOBNSATL Ha nocne-
onepaumnoHHyl0 peabunnTaumnio, CHUXas npeackasyeMocTb
M CTabWNbHOCTb pe3ynbTatoB onepauuu [27]. OAnsa o06b-
EKTUBHOWN OLIEHKU PYHKLMOHANBHOIO COCTOSHMA MalMeHTa
MCMNONb3YIOT KnaccudUKaLmMio NaTTeEPHOB MOXOAKM, a TaKKe
CTaHAApPTU30BaHHbIE KIMHUYECKME TecTbl M LWWKabl, Noa-
Ovpaemble B 3aBUCMMOCTM OT pellaeMoin crneuuannucTom
3ajavv M UHOMBUAYaNbHbIX 0COBGEHHOCTEN nauueHTa [32].
M3 WHCTpYMeHTaNbHbIX METo0B Haubonee BocCTpeboOBaH-
Hbl peHTreHorpadua (MAM KomnbloTepHas Tomorpadus)
Ta306eApeHHbIX, KOJIEHHbIX CYyCTaBOB W CTOM (MPW Hanuyuu
noKasaHui), a Takke 3D-KOMMNbIOTEPHbIM aHanM3 MOXOAKM
C onpefeneHnemM LIMPOKOro CreKkTpa napamMeTpoB [ABUMMKe-
HUM Npu xoab6e [30]. Ha oCHOBaHWKU MONYYEHHbIX AaHHbIX
onpeaensoTca NoKa3aHua K BMellaTelbCTBaM Ha KOCTHbIX
CTPYKTypax W MbiliLax, BbIGUpaeTcs onTMMasbHbIM TUM one-
pauuM 1 NPOU3BOAUTCS NpeaBapUTENbHbIA pacyeT MniaHu-
pyeMbIX U3MeHeHun [14].

KpanHe Ba)keH noapo6HbIM M OTKPbITbIM pPasroBop
C CeEMbEN M NaUMEHTOM [N OLLEHKW UCXOLHOrOo PYHKLMO-
HaNbHOITO COCTOSHUA W OXMUAAHWW OT onepauuu, npea-
CTaBJieHUs 06 YCUITUSAX U BPEMEHU, KOTOPbIE AOIKHbI ObITh
3aTpayvyeHbl Ha nocreornepalLnoHHOE BOCCTaHOBIEHME.
M ecnu 3a mnagwux geten ¢ AU peweHne o BMelaTenb-
CTBE 4allle BCEro NpuMHUMaloT POAMTENU, TO B CUTYaLIUK
C NoApoCTKaMW M B3POCAbIMKU C LiepebpaibHbiM Napanu-
4YOM KpaWHe Ba)XHO MNpefoCTaBWTb BO3MOMXHOCTb BbIOO-
pa ¥ OCO3HaHHOro (MHGOPMUPOBAHHOrO) cornacus Ha
BMeLlaTelbCTBO caMOMy NauneHTy. B npoTMBHOM ciy4ae
BbICOK PUCK pa3BUTUA [denpeccun U aeMoTuBaLMuM Ha
aTane peabunutaumn [27]. B uccnegosaHmnn G. Dequeker
M coaBT. (2018) 6bI10 MOKa3aHO, YTO NauUMEeHTbl cpasy
nocne SEMLS B 3HauMTeNbHOM CTENEHU YyTPAYMBAIOT UMEB-
lwmecsa ABuUratesnbHble HaBblKM U OOJIbLIMHCTBO M3 HUX
[LOCTUraloT npefonepaLmMoHHOro YpoBHS NUlb K 6-My Mec
nocne onepaunn. Ha dpoHe peabunntaunmn NONOKNUTENbHbIE
M3MeHEHUA QYHKLMOHANbHOW aKTUBHOCTM MPOAOIKAlOTCH
no 18-24 wmec [15]. Takaa AMHaMMKa BOCCTAHOBEHWS
He [JO/MKHa OblTb HEOXMAAHHOCTbI Ana cembu. Ha Hauw
B3rNs4, CBOEBPEMEHHOE U BCECTOPOHHEE MHbOPMMPOBA-
HME CeMbMW M MauMeHTa O NPeACcToslWEeM BMellaTeNnbCTBe
W nocnegyowen peabunmtaummn He TONbKO BAUSET Ha NPU-
HATUE pelleHns 06 onepauum, HO U MOXKET NOMOYb PaBHO-
MEPHO pacnpenesintb pecypcobl AN peabunntaymu.

MpoBeaeHne SEMLS v nocneaywollen peabunuraumm —
3ajla4a MexAUCUMNIIMHAPHOW KOoMaHAbl cneuvanucTos,
BKJIlOYaIOLLEN KaK MMHUMYM opToneaa-xupypra, Hesposnora,
cneunanncToB No ABWraTteNbHOM peabunuraumm u aprotepa-
nuun, opTesncTta 1 crneumanucta no nogéopy TCP [30]. Takxke
B cucTemaTnyeckom o63ope A.L. Guinet n coaBT. o6cyxaa-
eTcsl Lenecoobpa3HoCTb BKIOYEHUSA B KOMaHAy KoopauHa-
Topa / coumanbHOro paboTHWMKa, MOMOralLWero ceMbe BO
B3aMMOAEWNCTBMM CO BCEMM CMELnanmcTamu, niaHMpoBaHum
3TanoB fieyeHuns n nosaydeHuun TCP [28]. o HaweMy MHEHMUIO,
B POCCUMMCKOW KIMHUYECKOM MpaKTUKe AaHHY QYHKLMIO
Yalle 6epyT Ha cebs poauTenn naumeHToB NM60 sievallinn
Bpay (HeBposor, neguartp) unu peabunurtonor. B atom cnyvyae
BO3MOXHbIM pelleHneM MOXeT ObITb NpeiBapuUTenbHOE 3Ha-
KOMCTBO CEMbM M NaLMeHTa ¢ peabunnTaLnoHHOW KOMaHaom
cTauuoHapa, B KOTOpOM 6yAeT MpoxoAuTb CaMbli paHHWM
BOCCTAHOBMTE/IbHbIN 3Tan, WK Kak MMHUMYM CO CTaHAapT-
HbIM MNJ@aHOM MOCNeonepaLUmMoHHOro BeAeHUs B AaHHOM
cTauunoHape nocne SEMLS [28].

TakKe elle A0 onepaLnn Ha OCHOBaHWW OLLEHKM MCXOA-
HOrO GYHKUMOHaNbHOIO YPOBHS, TUMNA MOXOAKM U nNNaHa
BMeLWare/bCTBa C MEXAUCLMUMIMHAPHOM KOMaHOOW [OJIXK-
Hbl OblTb 06CYXKAeHbl opTe3bl U TCP, KoTopble NoTpebytoTcH
Ha BCex 3aTanax peabunutauun. MNMOCKONbKY UX nonyyeHue
M U3roToBNEHNE TPEOYIOT BPEMEHU W/UNKU 3HaAYUTESbHbIX
MaTepuanbHbIX 3aTpaT, a nepexoabl oT ogHoro TCP K apy-
roMy OOCTaTO4YHO ObICTPble, CEMbS AO/MKHA MMETb YETKUM
nnaH, AOrOBOPEHHOCTU W HeobXoAMMble AOKYMEHTbl Ans
nocnefoBaTeNlbHOr0O MOMY4YEHUS WMAWM WIFOTOBSIEHWUS BCEX
HEeo6X0AMMbIX NPUCMOCO6AEHUI. [INg pelleHns nepevymcneH-
HbIX BOMPOCOB B 3apyOeXHbIX KIMHUKAX, OCYLLECTBASIOLLMNX
SEMLS, npaKTuKyloT npoBeAeHrMe aMbynaTopHbIX npeaone-
paLMOHHbIX BCTPEY MEXANCLIMMIMHAPHOW KOMaH/bl C CEMbS-
MU NaLMEHTOB, UCMONb30BaHME NOAPOOHbIX BYKNETOB U YEK-
JINCTOB A9 MaLMEHTOB, @ TaKXKe NpuUBJeYeHNe YI1eHOB ceMen
nauneHToB, npoweawmx SEMLS paHee, B KayecTBe paBHbIX
KOHCY/IbTaHTOB AN TeX, KTO roTOBMUTCS K onepaunu [33].



B cnyyae otcytctBuA HeobxoauMmbix TCP 1 BO3MOXK-
HOCTWM MX CBOEBPEMEHHOrO MOJMIYYEHUS MU MOKYMKK 1160
HEroTOBHOCTU CEMbM B [AaHHbIN MOMEHT K ANUTENbHOM
W NaaHOMEepHOM nocneonepaunoHHOM peabunuTauunu, Ha
Hal B3rns[, Ba)XHO nepecmaTpuBaTb CPOKM OnepaLum,
COCPeAoTOYMBILMCL Ha KOHCEPBATMBHBLIX MNOAAEPHKMBALO-
WMXx mMeTodax. ITo MO3BOAUT M30eraTb HUMBENMPOBAHUSA
pes3ynbTatoB BMellaTeNnbCTBa MM JaXe CTOMKOro yxyaule-
HUA QYHKLMOHabHbIX BO3MOXHOCTEN MaLMEHTOB, OCTaB-
lnxca 6e3 NoHOLEHHOW peabuantaymm.

OMEPALUS U PAHHUIA NOC/NEONEPALMOHHDBIHA

nePHoa

B 3apyb6exHbix nybnuMKauusax roBoputcs O npebbiBa-
HUKW NauMeHTa B CcTauuoHape fo 5—7 cyT nocne onepauuu
W BbIMUCKE AOMOM MpW OTCYTCTBMM OCNOXHeHun [28, 30].
MNepBble 2—3-e cyT nocne BMellaTeNbCTBa, KaK NpaBuio,
NOCBSLLEHbl KyNMpOBaHW0O 601€BOr0 CUHAPOMA, KOHTPOSO
WHOEKLMOHHBbIX OC/IOXHEHWUW, 3aXMBJEHUIO MNocneonepa-
LMOHHBIX paH W npodunaktuke GOPMMPOBAHUSA KOHTPaK-
Typ [30]. NMaumeHT HaxoanTCS B FOPU30HTAIbHOM MOJIOKEHUH,
B TOM 4YMC/IEe HA KOPMJIEHWE, C COXPaAHEHWEM HEWTPasbHOro
NOJIOXEHMUS B CycTaBax 3a CHET M'MMCOBbIX MOBSA30K, TYTOPOB
(B MepByto 04epeab HAKOMEHHbIX) M MO3ULIMOHMPYIOLLMX Noay-
wekK. Ana npodrnakTMKM KOHTPAKTyp NPOBOASAT NacCUBHYO
MOGBUAN3ALMIO HUKHMUX KOHEYHOCTEN, YepeaytoT NooxeHne
Ha CNUHE U XMBOTE (He MeHee 1 4 B CYTKM ANS pacTsxeHus
NoAB3/A0LHO-MOACHWUYHbIX MblwwL) [34, 35].

lMocne KynupoBaHWS Bblipa)eHHOW 60N U KOHTPOSS
COCTOAATENIbHOCTK WBOB € 3—4-X CyT NaLMEHTY paspeLlatoT
Ha KOPOTKOE BPeMS CaaMuTbCs C BbIMPSMAEHHBIMU HOFaMy,
B TOM YucCfe B 3apaHee MoAroToBIEHHOE Kpecsio-Konsc-
Ky C rOpPM30HTalbHbIMW OMOpPamMu MOA HOrM, MOCTENEHHO
yBenM4nBas BpeMS CueHus. ITo TaKKe Heo6XoaAMMo Ans
NacCUBHOIO pacTaxeHus MblwL hamstring-rpynnbl. B 3710
e Bpems MPUCTYNnatT K aKTUBHbIM TPEHUPOBKAM MblLLL,
BepXHen nonoBuHbl Tena [31]. TpeHNMPOBKK BbICTpanBaloT
TaKMM 006pa3oM, 4TOObl K KOHLY 2-M Hep nocne MHOro-
YPOBHEBOW Onepauum Ha HUMKHMX KOHEYHOCTAX NauueHT
Obln1 cnocob6eH MNPOLOMKUTENBHO W YCTOMYUMBO CULETb
C BbINPAMJIEHHbIMW HOramu [35].

B cnyyae TpaHcdepa npsmMon MblliLbl 6eapa Ha CyXOXHu-
e MeauanbHbIX XaMCTPUHIOB 3apyOeHble CneLnanmucTbl
YK€ Ha 3TOM 3Tane peKoOMeHAYOT 103MPOBaHHOE NacCMBHOE
M aKTUBHOe crubaHue KosneHa ANa npefoTepalleHus pyo6-
LeBaHMa U aare3umn Mol 1 GopmMuMpoBaHMsa pasrnéartenb-
HOW KOHTpaKTypbl KoneHa: 30° crubaHus K KoHUy 1-1 Hepg,
60° — K KOHLUYy 2-# Hea 1 90° — K KoHuy 3-# Hepa [30, 36].

Ecnn maumeHTy He NpPoOBOAMIOCL BMeLlaTeNbCTBO Ha
KOCTSIX, TO MOj KOHTposieM peabunutonora co 2—4-x cyt
nocne onepauum MOryT 6biTb HavyaTbl TPEHUPOBKKU MNepe-
X04a M3 MONOXKEHUS CUMAS B MONOXKEHWE CTOS B MMNCOBbIX
noBsidkax M (Npu Heo6XoAMMOCTH) TyTOpax Ha KOJIEHHble
cycTaBbl [28].

B 3aBMCMMOCTM OT ypoBHfl, o6bemMa M TuMNa BMella-
TenbCTBa nocne onepaumm Moryt 6biTb MCMONb30BaHbI pas-
JIMYHbIE COYETAHUS TUMCOB U CbEMHbIX OPTE30B HAa HUXKHME
KOHEeYHOCTW. B 3apy6exHbix ny6anKaLuusax roBopuTcs 0 BO3-
MOXHOCTU COYETaHUSI TUNCOBOM MOBSA3KU HUMKE KONEHa CO
CbEMHbIMM TYTOPAMM Ha KOJIEHHbIE CyCTaBbl MPU MATKOTKaH-
HbIX BMellaTenbcTBax. VCKNoYeHne cocTaBasioT onepauum
N0 YKOPOYEHUIO COBCTBEHHON CBA3KM HaAKONEHHUKA, Koraa
TpebyloTCs rMncoBble NOBA3KU Ha Bcto Hory [28, 30]. Mpu

BMellaTeNbCTBax TOMIbKO Ha MblWLaXx rofeHn, B TOM 4Yucne
YAJIMHEHWUW MKPOHOMXHbIX MbILLLL, AaXe B co4YeTaHWW C KOCT-
HbIMUW OMNepauusaMuK Ha cTonax u AepoTaLMOHHON OCTEOTOMMU-
en 6onblebepuoBON KOCTHU, 0BGXOAATCA TMMCOBBLIMM NOBA3-
KaMU HUXKEe KoJfieHa NM60 TaKMMKU NOBSAI3KaMW B COYETAHWUM
CO CbEMHbIMUW OpTE3aMM Bhbllle KoneHHoro cycrasa [30, 37].

Mpn onepauusax Ha Ta3o6eApeHHbIX cycTaBax MMMOOHU-
Nn3auma 3aBUCUT OT TEXHWMKM BMellaTeNnbcTBa W CTabuib-
HOCTM dUMKcauMmM KocTen Ta3a U 6emep. B otevectBeHHOM
NPaKTUKE WUCMNONb3YKTCA TMMNCOBbIE MOBSA3KM C 3axXxBaToM
Ta3a U BCEX HUKHUX KOHEYHOCTeW, OTBeaeHuem bGenep
(KOKCUTHblIE MOBSI3KU) C ANUTENBHOCTbIO MMMOOBUIMU3ALNK
oT 3 go 8 mec [38]. Ha Haw B3rnag, 3To 06YCNOBAEHO
KaK TEXHWMYECKUMMWU OCOBEHHOCTAMM onepauun (0cob6eHHOo-
CTU OUKCUPYIOLIMX MNACTUH), TaK U CIOXKHOCTAMU KOHTPONS
TPaHCNOPTUPOBKK, peabunutaumm M NO3ULMOHWMPOBAHUSA
pebeHKa nocne BbIMUCKKM M3 cTauuoHapa. B cnyyae npwu-
MEHEHUS KOKCUTHbIX TMMNCOBbLIX MOBA30K MNpeanoyTeHune
oTAaeTcs He yao6CTBY M paHHEW MoGUNIM3aLMWM NauMeHTa,
a CTabunbHOCTU dUKcauun n NpoduNakTUKe BTOPUYHbIX
CMEeLLEeHMIN B OTCYTCTBME XOPOLWEr0o MEANLMHCKOIO KOHTPOAS
n peabunutaumn. OQHAKO COBPEMEHHas MexKayHaponHas
npakTnKa [30], a TaKKe ONbIT HEKOTOPbIX POCCUMCKMUX CReL M-
anuctoB [39] NoKa3bIBalOT, YTO NPUMEHEHME BIOKUPYEMbIX
NAacTUH C YrnoBOW CTabWbHOCTbIO M FPaAaMOTHOrO nocsne-
onepauMoHHOr0 COMPOBOX/AEHUS MO3BONAET 06XOAUTLCS
6€e3 ANUTENbHbIX KOKCUTHBIX MOBA30K — TOJ/IbKO UCMOJIb30Ba-
HUEM CbeMHbIX A-06pasHbIX TYTOPOB Ha 06€ HOrw.

BTOPASA-LLECTAAl HEAEJ/IX NOCJIE ONEPALUHA

OCHOBHblE 3ajayM [OaHHOro 3Tana peabwuautauum —
BOCCTAHOBJ/IEHNE W YBENMYEHWE MbILLEYHOW CWbl, Noaaep-
¥aHve AIMHbI MblLL, U JOCTUTHYTOrO NOJIOXKEHUS B CcycTaBax
M MOTMBaALMS peGeHKa K MepeHoCy Macchbl Tena, CTOSHUIO
n xoabbe [28].

HaunHas co 2-n Heg nocne SEMLS naccuBHble Tpe-
HUPOBKMU U noaaepxaHne obbema ABUIKEHWW B CycTaBax
nocTeneHHO AONONHATCH 605ee aKTUBHBIMU PaCTSKKamMU,
NPOAOSIKMUTENbHBIM CUAEHNEM W TPEHUPOBKOW CUbl MbILUL,
HUMHUX KOHEYHOCTEN B MOJIOKEHUU Nexa (6e3 Harpysku)
C BOBJIeYEHMEM B NEPBYIO 04epeb AroANYHbIX, YeTbipexrna-
BbIX, MKPOHOMXHbIX U NPAMbIX MbIWL, XWBOTA, MeAnanbHbIX
xamcTpuHros [30, 37].

Ecnu onepaums 6bi1a TONbKO Ha MAMKUX TKaHSX, TO MocTe-
neHHas BepTUKanM3aumsa ¢ Harpy3kon MoxKeT OblTb HavaTa
Cco 2—4-x cyT nocne onepaunn. Ecnu 6bi1M BMelwartenbcTBa
Ha KOCTsIX, TO OMNEepupoBaBLUMIA XMPYPr [OO/MKEH yKasaTb
PEKOMEHI0BAHHbIE CPOKM Hayana BepTUKann3aLmm, yuuTbl-
Basi MIOTHOCTb KOCTEW, CTabunbHOCTb GUKcaLUK U apyrue
nHaMBuayanbHble ocobeHHoctu [30, 31]. HeonpaBaaHHas
3afepxKa BepTUKanu3dauuM 3amennser BOCCTaHOB/EHWE
W 4YpeBaTa BTOPUYHBLIMWU OCNOXKHEHUSIMWU. [N NacCUBHOM
BepTUKanu3auumn MoryT 6biTb MCMONb30BaHbl NapanfiefbHble
6pycbsl, NOABECHbLIE CUCTEMbI U TPEHa)Kepbl, BEPTUKaANN3a-
TOp (C MOCTENEHHbLIM YBENUYEHUEM yrna HakioHa) [30, 31].

TpeHUpoBKY Xx0A4bObl HaA4YMHAKOT C WCMONb30BaAHWEM
3aHEONOpPHbIX XOAYHKOB WM MHOrOOMOPHbLIX TPOCTENM —
B 3aBMCUMOCTM OT BO3pacTa, GyHKLIMOHANBLHOIO M KOTHUTUB-
HOrO YPOBHS MauuMeHTa. [locTeneHHo yBennynBatoT npoaosn-
UTENbHOCTb U AUCTaHLMIO MOA KOHTPONEM peabunuTonora,
nepexogat K TCP ¢ meHblen nnaowaabto onopbl (TPoctn/
KocTblnn) [30]. Ha aTom aTane BaKeH KOHTpoNb GanaHca
W nepeHoca Macchl Tena B NOMOXKEHUN cTosA. Peabunutonor
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LOMKeH y6eamuTbCs, Y4TO MaLMEeHT XOPOLO KOHTPOAMpyeT
NMONOXEHWE KOMTIEHHbIX CYyCTaBOB M YTO MPU BEPTUKaNMU3aLun
HET KOMMEHCaATOPHOro YBEIMYEHUS MOSICHUYHOIO NOPAO-
3a [35]. MoryT 6bITb MCNOMb30BaHbl NPOMNPUOLENTUBHbIE
TPEHMPOBKU U AOMaLLHWe BenoTpeHaxepbl [33]. KaK TonbKo
[OCTUTHYT CTabWNbHbIA KOHTPO/b KONEHHbIX CYyCTaBOB, MOX-
HO NOCTENEeHHO younpaTb KoNeHHbIe TyTopsbl [30].

Bpems Havyana akTMBHOM BepTUMKanM3auuu n xoabobbl —
Haunbonee CropHbLIA BOMPOC MPU CPaBHEHUM OMbiTa pas-
HbIX LIEHTPOB. B page paboT AaHHbIM 3Tan peabunuTauum
PEKOMEHIyeTCs HayuHaTb He CO 2-i, a 6nnxe K 4-i Hefl
nocne onepauuu, gaBas BpeMs 415 3axnBneHus Mol [28].
B aTom cnyyae 2-10 1 3-10 Hef nocse onepauunm naumeHT npo-
BOAMT NPENMYLLECTBEHHO AOMa, NPOAOKAS NOA KOHTPONEM
peabunutonora MO3WLMOHMPOBAHWE, TPEHUPOBKK MeEPEXo-
OB MeXay pa3HbiMU MONOXKEHUAMU Tena, pa3paboTKy Cru-
6aHMA B KOJIEHHbIX CyCcTaBax M NMPOPUNAKTUKY KOHTPaKTYp,
a ¢ 4-1 Hep HanpaBnseTcs B peabunnMTaLnOHHbI LEHTP A9
60siee MHTEHCUBHbIX 3aHATU [28, 40].

MpumepHo Ha 3-11 Hea nocne onepauMm PeKOMEH0BaH
KOHTPOJIbHbIA OCMOTP NauueHTa ONepupoBaBLLIMM XMPYProM
ONS OLUEeHKM Onuxanwmx pedynbtatoB SEMLS (cocTosiHus
LUBOB, MOJIOXKEHUS CYCTaBOB, peabunnTalLMOHHOro nNporpec-
ca) [30]. lMocne ocMoTpa AOMKHbI ObiTb AaHbl PEKOMEHAaL MK
no AanbHenweMy yBEIMYEHUIO HArpy30K U BepTUKann3aLmu,
a TaKKe CHATUIO CMEeMnKOB 15 HOBbIX OPTE30B Ha ro/feHo-
cTonHble cyctaBbl AFO (ankle-foot orthosis), NockonbKy 60/b-
LUMHCTBY NauneHToB nocne SEMLS TpebyeTtca nsrotosnexHue
HOBbIX U3JENWUI C y4ETOM M3MeEHUBLLMXCA napameTpoBs [30].
[locne CHATMSA CcnenkoB MnocfieonepauyoHHble TUNCOoBbIe
NoBSA3KW 3aMeHAI0T Ha 6osiee yaobHbIe W Nerkue nnacTuKo-
Bble rMncbl. MoXeT 6biTb PEKOMEHAOBAH PEHTreHonornye-
CKMI KOHTPONb ANS ONpeaeNieHnst COCTOATENIbHOCTU KOCTHbIX
CTPYKTYP U MPUHATUS 0BOCHOBAHHOIO pPELIEHWs O Hadvane
BepTUKanuaaumm ¢ Harpyskoun [30].

CEIbMASl HEAENSA — TPETUM MECSIL|

MOC/IE ONEPALIUK

OCHOBHble 3afa4vu JaHHOro atana — WHTEHCUPUKaLMS
BepPTUKaNbHbIX Harpy3oK, agantauusa nauueHTa K HOBbIM
(YHKLMOHANbHbIM BO3MOXHOCTAM, TPDEHUMPOBKA NpPaBUSIbHO-
ro natrepHa xoAbObl U MOCTENEHHOE YMEHbLUEHWE CTEeMNeHu
noaaepyku 3a cyet TCP [28]. ins 3TOro Ucnonb3ytoT CIoBble
TPEHUPOBKM, rMapopeadbunuTaLmio, MnnotTepanuio, Benotpe-
HaXkepbl U GErOBYIO AOPOXKKY. MOryT GbiTb PEKOMEHJOBAHbI
TPEHMPOBKMU C UCMONb30BAHUEM BGMONOrMYECKON obpaTHOWM
CBSI3U U CPEACTB BUPTyanbHOM peanibHoCTh [41-43].

6-9 Hep nocne SEMLS — TaKKe BarKHasi KOHTpOJibHasd
TOYKa ANS OLEHKM MbIWEYHOM CUbl, AWHBbI U NOSIOXEHUS
CYCTaBOB, CHATUS MMMNCOBbIX MOBA30K M UX 3aMeEHbl Ha U3ro-
TOBJIEHHbIE 3@ 3TO BpeMs opTe3bl Ang xoabbbl [44]. Mpwu
onepaumMsax Ha KOCTAX MOMXeT noTpeb6oBaTbCA KOHTPOSb-
Has peHTreHorpadusa Ana oueHkn GopMUpPOBaHUS KOCTHOWM
mo3osu [30].

CHATME rMnca M Hayano MCnosb30BaHUSA OPTE30B Ha
rO/IEHOCTOMHbIE CyCTaBbl MO3BONSAET PaclUMpUTb peabunuta-
LIMOHHYIO Mporpammy, A0NOJIHUB ee 3aHATUAMMK B 6accerHe.
B aTtom cnyyae 3aHATMA Ha cylwe C BepTUKanu3auuen gomxK-
Hbl MPOBOAMUTLCS TONILKO B OpTe3ax (KOHTPO/Ib W 3aluTa oT
Harpy3ku Becom), a B 6accerHe annapartbl MOXHO CHUMaTb.
K aToMy CpOKy, KaK npaBuKio, TyTOpPbl Ha KOMIEHHble CcycTa-
Bbl Y)K€ HE MCMONb3YIOT, 3@ UCK/IOYEHNEM CUTyaLMI, Koraa
B MOJIOXKEHUWN CTOS OCTAEeTCH YacTUYHOe crnbaHue KoneHewn

MM pebeHoK npeanoyvyuTaeT cnatb C COrHyTbIMWM HOramu.
B aTom cnydae TyTopbl Ha KONEHU MOTyYT 6bITb PEKOMEHAOBA-
Hbl Ha BpeMs TPEHMPOBOK M cHa [45]. Yepe3 2—-3 mec nocne
onepauuu U CHATUS TMNCOBbLIX MOBA30K N0 Mepe BOCCTaHOB-
NIEHUS MbILWEYHON CUbl ONEPUPOBAHHBIX CETMEHTOB MOXET
6bITb PEKOMEHZOBaHa 60TYNIMHOTEPANUS 419 CO34aHUsa yCno-
BUW NS YCTPAHEHUSA MEPCUCTUPYIOWMUX MOCTUMMOBUIN3aLLIU-
OHHbIX KOHTpaKTyp [13].

TPETUH-LUECTON MECSILIb] MOCJIE ONMEPALIUU

OCHOBHble 3ajayM JaHHOro 3Ttana peabunutaumm —
BOCCTAHOB/IEHME OMOMEXaHUYECKMX MapaMeTpoB XoAbObl,
NoBbIWEHNE BbIHOCAMBOCTU, HE3AaBUCMMOCTU M y4acTus
nauveHTa B NOBCEAHEBHbIX aKTUBHOCTAX. Ha aTtom a3tane
NPUOPUTET MOCTEMEHHO cMmelaeTcs OT GYHKUMOHaNbHbIX
TPEHUPOBOK K Mporpammam peadunauntalmu, OPUEHTUPO-
BaHHbIM Ha 6GbITOBbIE LIENU, YMEHblUaeTcs o6llas WMHTEH-
CUBHOCTb W YacToTa 3aHATUI, U BONbLIMHCTBO AETEN U Noa-
POCTKOB MOCTEMEHHO BO3BpallaloTcs K ydyebe U 0Obl4HOWM
counanbHom akTuBHoCTH [28, 30].

Ha ocHOBaHWW OUEHKM MapaMeTpPoB XO0AbObl GOJbLINH-
CTBO MaUMEHTOB NEPEBOASAT Ha 6onee GyHKUMOHaNbHbIE
BapuaHTbl OpTE30B A1 XOAbObl: Pa3bIOKMPOBKA LLAPHMU-
pa AFO y nauueHToB C WMCXOAHbIM WMCTUHHBIM 3KBUHYCOM
WK noanpbirnBatolen noxogkon nméo nepexoq ot GRAFO
(aHrn. ground-reaction ankle-foot orthosis — opTe3 ¢ peak-
umen onopbl) K 6eclwapHupHbiM AFO (cMm. ganee pasgen
«OpTe3unpoBaHue nocne SEMLS»). Take npoaonKaercs
NOCTENEHHOE CHUMKEHWE CTeneHu NoadepKKku 3a cyer TCP
npu xoab6e [46].

Ba)kHO, 4TOObl Ha 3aTOM 3Tane, ¢ BO306HOB/IEHUEM Yyye-
Obl (MM paboTbl y B3POCAbIX), NAUMEHT NPOAOSIKAN aKTUB-
HO M 6e30MacHO xoAuWTb B TeyeHue AHA. OCHOBHas LEfb
SEMLS — yBennyeHve noBcegHEBHON aKTUBHOCTHU U BbIHOC-
JIMBOCTU, MO3TOMY [OCTUIHYTblE Ha Npeablaywux atanax
pe3ynbTaTbl AOSIKHbI 3aKPENNATbCH M MNoaaepKuBaTbCs
noBCceAHEBHbLIM MPUMEHEHWEM OCBOEHHbIX HABbIKOB.

LWECTOMW-ABEHAALATbIA (BOCEMHALATbIA)

MECHLibI NOCJIE ONMEPALIUH

OCHOBHble 3afayvM [aHHOro 3Tana: npoduaakTUKa
«BbIFOPAHUS» U AEMOTUBALIMK OT ANTUTENbHOW peabunuTaLum,
noagepxaHue MbllEYHOW CUlbl U HE3AaBUCMMOCTW B Nepe-
OBWXEHUW. Ins 3TOro yMeHbLLAoT YacToTy U MHTEHCUMBHOCTb
3aHATUI C PeabUIMTONOroOM, 3aMEHSAS UX Ha 3aHATUS crnop-
TOM, TaHUaMM, ANUTENbHbIE MPOrYNKKW, €3[4y Ha Benocune-
[le, NnaBaHuWe W Apyrve nobumMble Pe6GEHKOM aKTUBHOCTMU.
[MoapOCTKM MOryT NocelaTth TPEHAKEPHbIN 3an U 6ACCENH CO
CTaHJapTHbIM 060pyAOBaHWEM ANS NOAAEPKAHWUA MblLLey-
HOWM CUNbl MO KOHTposiem TpeHepa [28, 30].

Yepe3 6 mec nocne SEMLS npu xopolwem KOHTposne
NMONOXEHUS KONEHa M CTOMbl ONEPUPOBaBLUNIA XUPYPT MOXKET
NPUHATbL pelleHrMe O NpeKpalleHunM ucnonb3loBaHua AFO
N nepexoge Ha 06blYHYIO WM OpToneauyYecKylo o6yBb. HO
[aHHOEe pelleHne PeKOMEeHA0BaHO MNOAKPEennsaTb pe3ynbTa-
TaMn 3D-KOMMbIOTEPHOrO aHanM3a noxoaku [46]. B uenom
BCECTOPOHHAS KIMHMYECKAs M MHCTPYMEHTaNbHas OLEHKa
pedynstatoB SEMLS, B TOM 4ucne ¢ npuMmeHeHnem nadopa-
TOPWMKU MOXOAKM, 0ObIYHO MPOBOAMTCSA Yepe3 12 mec nocne
onepaumn. Ha 0CHOBaHWKW 3TOM OLIEHKM MPUHUMAIOTCS peLle-
HUS KaK O JajibHENLIEM opTe3MpoBaHMK, TaKk U O HEobBXo-
OWMbIX AOMOMHUTENbHbIX XUPYPrMYECKUX BMellaTenbCcTBax
(«TOHKOM HacTpoWKe») [30, 33].



Bo mMHorux cnydasax npu SEMLS codyetatoT BMelLatenb-
CTBO Ha MSAMKMX TKaHAX U KOCTAX. BOMbWMHCTBO KOCTHbIX MPO-
Lenyp npeanonaratot ucnofib3osaHme GUKCUPYIOLWNX MeTan-
JIOKOHCTPYKLMIA, HEOBXOAMMOCTb U CPOKM yaaneHUs KOTopbIX
06CyXKAaloTCs C NeYvalm XMPYProm M 06bIMHO MPUXOANATCS
Ha nepuoa 12-18 mec nocne onepauumn [47]. B atom
cnydae npu 3D-KOMNbIOTEPHOM aHann3e MOXOAKM MOXHO
OLIEHWTb, HEO6XOAMMbI I AONONHUTENIbHbIE BMELlaTeNbCTBa
NS «TOHKOM HAaCTPOMKN» BUOMEXAHUKKN XOAbObI, U MPOBECTH
WX OAHOBPEMEHHO C yaaseHneM MEeTaIOKOHCTPYKLMi. Peyb
MaeT 0 MMHUMasbHbIX BMELLlAaTeNbCTBaX, TaKMX KaK, Hamnpwm-
Mep, 60TyIMHOTEPANUS B OTAE/bHbIE MbILLbI MW TpaHchep
MblLWL, MOKa3aHUs K KOTopoMy 6bliv HeodeBuaHbl o SEMLS
WX NOSIBUIUCHL MO Mepe pocTa pebeHka [30].

BOJIEE BOCEMHALIATU MECSAILLEB

NMOCJIE ONEPALIUU

BoccTaHoBneHWe aBuratenibHOM akTMBHOCTU MOXET MNpo-
[O/MKaTbCA U Ha 2-M rogy nocne BmellaTenbCcTBa, NO3ToMy
KpalHe BaXXHO COXPaHATb €€ BbICOKMW YPOBEHb W MNpHU-
BEPXEHHOCTb MOAAEPKMBAIOWMM 3aHATUAM B OTAANIEHHbIN
nepuoa nocne SEMLS [33]. BonblWKWHCTBO NaUuneHToB B 6/1-
»anwmne 5 net nocne SEMLS npoponxat pactn, Habupatb
Maccy Tena u/vwnun BCTynsT B nepuoa nyéepraTta, 4To yBeu-
YWUT Harpy3Ky Ha UX OMOPHO-ABUraTENIbHbLIM annapat U MOXKeT
npuBecTM K peunanBy gedopmMaumin U KOHTpaKTyp [47].
MoaToMy BaxKHO Mpoao/mKaTh HabnohaTb NaLMeHToB nocne
SEMLS Kak MMHMMYM [0 OKOHYaHWs pocTa W Mpu Heobxo-
AMMOCTM MCMNONb30BaTb AOMNOSHUTENbHbIE METO/Abl KOPPEK-
umm (60TyNIMHOTEPANMIO, MOBTOPHbIE MSATKOTKaHHbIE onepa-
umm). MNMpu aHanu3e nccnegoBaHWi ¢ NeprMoaom HabnaeHus
= 9 net nocne SEMLS yactoTa MOBTOPHbIX XUPYPrUYECKUX
BMeLWaTeNbCTB A1 COXPAHEHWST OOCTUTHYTbIX Pe3ynbTaToB
BapbupoBana ot 39 o 61,5% [48-50]. YuuTbiBas 3TM aaH-
Hble 1 0COBEHHOCTU TedeHus [LLIMN, HeKoTopble cneunanmcThbl
npeanaratoT cyutatb SEMLS ycnewHon, ecnv B nepuog
pocTa naumMeHT nepeHec He 6osee ABYX PEKOHCTPYKTUBHbIX
BMellatenscTs [14, 49].

OPTE3UPOBAHME MNOCJIE SEMLS

OpTe3npoBaHne — KIIOYEBOW 3NEMEHT peabunutauuu
nocne SEMLS, 6e3 KOTOPOro HEBO3MOXHO [OOCTUMKEHWE
NOMHOLEHHbIX pe3ynbTaToB. HeobxoaMMmble nocne onepauuu
opTe3bl AOMKHbI 6blTb 3aniaHMpPOBaHbl Ha 3Tane npegone-
pPauUMOHHON NOArOTOBKM Ha OCHOBAHWW KIIMHWYECKOW Knac-
cuduKaumm Tuna noxoaku u 3D-KOMMNbIOTEPHOrO aHanv3a
xoab6bl [17, 51]. MNMauneHTam € UCTUHHBIM 3KBUHYCOM WK
NOANpPbIrMBalOLWEN MOXOAKOM OObIYHO TPEOBYTCH LWapHUp-
Hble opTe3bl AFO ¢ G/IOKMPOBKOW LWapHUpa Ha nepBble
12 Hep nocne onepauun. MNpu UCXOOAHOM JIOXHOM 3KBUHYyCE
WK Kpayy-noxoaKke MoryT notpeboBatbcs 6eclapHUpHble
AFO wnnu GRAFO [51]. Mpu xopollemM KoHTpone pa3rnbaHus
KoneHa nocne SEMLS c¢ 12-i Hep peabunutaummn GRAFO
MOryT 6blTb 3aMeHeHbl Ha 6GeclapHupHble AFO, KoTopble
KOMdOpTHee nepeHocATcs naumeHTamum [30]. B cnyvae ecnu
Kpayy-noxogka 6bina ATPOreHHo-uHayunposaHHon, GRAFO
MOryT Ha3Ha4yaTbCqd Ha 6 mMec ¥ 6onee Ang aganTauuu
N YKOPOYEHUSI MKPOHOXHOW WM YeTblpexrnaBon Mbiwl, [46].
MpeKpauieHme ncnonb3oBaHma AFO BO3MOXHO Y NaLneHToOB
C XOPOLUMM KOHTPOSEM MOMIOXKEHUS CTOM M KONEHHbIX CycTa-
BOB crnycTa 6 u 6onee mecaues nocsie SEMLS, HO 3TO A0MXK-
HO 6blTb NOATBEPKAEHO pe3ynbrataMu 3D-KOMMNbIOTEPHOIO
aHanusa noxoaku [30].

Mpy KoppeKumMn annHbl Mblwl 6egep nepsBble 4—6 Hep
nocne onepaunn TpebyeTcs UCNONb30BAHWE CbEMHbIX TYTO-
POB Ha KONeHHble CyCTaBbl C MOCTEMEHHbIM YMEHbLLEHK-
€M BPEMEHW HolleHUs Ha GOoHe TPEeHUMPOBKM aAKTUBHOMO
KOHTPONS KONEHHOro cyctaBa. bonee npoaomxkutenbHoe
MCMONb30BaHWE KONIEHHbIX TYTOPOB UMEET UHAMBUOYaNbHbIE
noKasaHus 1 06Cyaanochb BhllLe.

Mcnonb3oBaHKe TeX UM UHbIX GUKCUPYIOLUX YCTPOMCTB
Ha TazobeapeHHble cycTaBbl nocne SEMLS ¢ Bmewarenb-
CTBOM Ha KocTsax 6eaep v Tal3a ocTtaeTcs NpeameToM Juc-
KYyCCMM M BO MHOFOM 3aBMCMUT OT TEXHUKM onepaunu. Kak
npaBwuo, B JaHHOM Nepuo/ie MOryT UCMoJIb30BaTbCS HOYHbIE
(MM ons nokosl) oTBOASALIME OpPTE3bl C POTALMOHHOW CTa-
6UNBbHOCTbIO ANd Ta3obeapeHHbIX cycTaBoB [52].

YACTOTA U UHTEHCUBHOCTDb

PEABW/IMTALIMOHHBLIX 3AHATUH NMOCJIE SEMLS

OamnH 13 Hanbonee CNOpPHbIX BOMNPOCOB B peabunutauuu
nauveHToB nocne SEMLS — yactota U MHTEHCUMBHOCTb pea-
OWNUTALMOHHbBIX 3aHATUI, UX NOKanuM3auusa (goma, B aMby-
NaTOPHOM LEeHTpe, B cTaumMoHape). Bo MHOroM HanonHeHue
peabunMTauMoHHON NPOrpaMmbl ONpeaensieTcs BO3MOX-
HOCTSIMM M OMbITOM KOHKPETHbIX YYPEXAEHWUA M opraHu3a-
LuMen MeanuuMHCKOM NoMoLllM B cTpaHe. B cuctematmyeckom
0630pe A.L. Guinet n coaBT. (2021) npoaHann3npoBaHbl
23 nybnuvKauuu, nNocBsilEeHHble peabunutauum nocne
SEMLS, 1 ycTaHOBAEHO, Y4TO CpefHsAs NPOAOSIKMUTENbHOCTb
nocneonepaLmMoHHON peabunuTaunmn B YCNOBUAX CrELU-
annM3npoBaHHbIX LIEHTPOB cocTaBngana 4,5 mec (Bapbupo-
Bana oT 8—9 Hepa Ao 1 roga) [28]. B yactu nyénukaumi 6bin
peKoMeH0BaH nepexoj Ha AOMalUHWK UK amBynaTopHbIN
pexum peabunutauuu npu cnocobHOCTM MauMeHTa camo-
CTOAAITENIbHO NepeaBuratbCad € XOAyHKaMu MU TPOCTSMM.
B coyeTaHmu ¢ gomalHMMKU NporpaMmmamu obuias npoaon-
UTENbHOCTb NMOCNEONEPaALIMOHHON peabunuTaumm B TaKux
cnyyasix gocturana 2 net [33, 43].

OTHOCUTENbHO KONIMYeCcTBa 4acoB TPEHUPOBOK B HeAe-
N0, HECMOTPS Ha pa3Hornacus B KOHKPETHbIX PEKOMEH-
Jauumsax, obwue npuHUMNbl cnegyowme: Hauvbonblwas
NPOAO/IKUTENBHOCTb U YacToTa CECCUIN ABUraTeNbHOM pea-
6unutaumnm (1,5-2 4 B ageHb 5-7 aHen B HeAento) AO/IKHa
npUXoanTbCs Ha 2-10 (4-10) — 10-10 Hea nocne onepauuu.
3aTteM nauueHT 3aHMMaeTcsi B UHTEHCMBHOM NOAAEPKUBA-
ouem pexkmme (1 4 B ageHb 3—5 gHewW B Heaeno) NpuMepHo
[0 6-ro Mec nocne onepaumu (10 BOCCTAaHOB/IEHUS joone-
paLMOHHON aKTMBHOCTH). [Tocne 6-ro Mec YactoTa 3aHATUM
MOXET MOCTEMEHHO CHMKaTbca (1 4 B AeHb 2—-4 pasa
B HeAento) M 3amellaTbCs NPUBbIYHLBIMU MOBCEAHEBHbLIMMU
AKTUBHOCTAMMW. TPEHUPOBKM AOMOMHAOTCA MO3ULIMOHUPO-
BaHWEM W BepTUKanusauuen c ucnonb3oBaHuem TCP.
Cnycta 1 rog nocne onepauun pPeKOMeHAOBaHO coxpa-
HATb MOAAEPKMBAIOWMN PEXUM TPEHMPOBOK CO Cneuu-
anuctom (1 4 B JeHb 1-2 pa3a B HeAent) M MaKcu-
MaNlbHO MCMNONb30BaTb APYrve TWMbl aKTMBHOCTEN (CNOPT,
Befnocunea, nNporynku, 6accenH v 1.4.) [31]. Takon noa-
XO[l BaXEeH C TOYKM 3peHUsa NMPOoPUNaKTUKKU «BblrOPaHUS»
W OEMOTMBALMK K peabunuTaumn, a TaKxe MOCTEMNEeHHO-
ro nepexoga OT TPEHUMPOBOK B WMCKYCCTBEHHO 3adaHHbIX
YCNIOBUSAX K WCMONb30BaHUIO MPUOGPETEHHBLIX HaBbIKOB
B NOBCEAHEBHOM XWU3HMW.

JTanHocTb peabunuTaunMnM M OpTE3MpPOBaHMS Mocse
SEMLS, a TakKe yc/ioBHas KpuBas MHTEHCUBHOCTU M YacTo-
Tbl peabunnTaLMOHHbIX CECCUI OTPaXKEHbI Ha PUCYHKE.
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BOJIEBOW CUHAPOM MNMOCJIE SEMLS

bonb nocne SEMLS — oanH 13 ¢baKTopoB, onpeaensto-
LWMX NpoBefeHne nocneonepaumoHHon peabunutauum [42].
Ona AUM B uenom xapaKTepHa BbiCOKas 4YacToTa XPOHMU-
yeckoro 6oneBoro cuHapoma: 36% cpeav geten 4-7 ner,
44% cpean naumMeHToB Mosioxe 18 net u o 76% cpeam nu,
ctapuwe 50 net [53]. Mo gaHHbIM M.G. Smith 1 coaBT., 4YacTo-
Ta 601eBOro CUHAPOMa cpean AeTer M MOMOAbIX B3POC/bIX
¢ AUn euwe Bbiwe 1 MoXKeT gocturatb 75% [54]. Bonb 06y-
CNoBJIEHa B NepPBYO o4yepeab CnacTUYHOCTbIO, opToneanye-
CKMMK aedopMaLmsamMU U apTPO30M CyCTaBOB, CKOTMO30M,
a TaKXe NpoBOAWMbIMU pPeabUNUTALMOHHBIMW Meponpus-
TUAMU U opTe3npoBaHuem [42]. MpeawecTBylOLWLMI 6ONEBON
CMHAPOM, a TakXe 60/b B pe3dynbrate MHOMOypOBHEBOIO
BMellaTeNbCTBa MOTMYT NPENsATCTBOBATb NPOBEAEHMIO aKTUB-
HOW W paHHen peabunutauum nocne SEMLS, ocobeHHO
nocne CHATMA cpeacts Mmmobunusaunn [31]. CoxpaHeHune
60511 B oTaasieHHoM nepuoge nocne SEMLS TakKe Hepeako
N MOXET HWBENUPOBATb CYGLEKTMBHOE BOCMPUATME MNaLlu-
€HTOM W CeMbeW AOCTUMHYTbIX YHKUMOHANbHbIX Pe3y/b-
TaToB [42]. B cBSI3M C 3TUM KpalHe Ba)XHO MPOAKTUBHO
BbIIBNATb 60NEBON CMHAPOM Yy naumeHToB nocine SEMLS,
NPUMEHATb METObl 06€360/1MBaHMA Ha BCEX 3Tanax peabdu-
NiMTaummn, a TaKKe UCNonb30BaTb UHAMBUAYaANbHO NOA0OPaH-
Hble 1/1UNn U3rotoBneHHble opTesbl u TCP. Ins o6e36o0nvBa-
HUWSA B nepBble AHK nocine SEMLS mMoryT 6biTb MCMONb30BaHbI
NPOAO/IKEHHasA anuaypanbHas aHanbresus (3—5 cyt) uam
HapPKOTMYECKNE aHanbreTukK. Ha nocneayolimMx atTanax Bos-
MOXHa KOMBUHaUKMA 6eH30a1Ma3ennHOB, HECTEPOUAHbIX MPO-
TUBOBOCMNANUTENbHbLIX MpenapaToB M napauetamona [30].
AN CHWXEeHUa NaToIorM4yeckoro TOHyca M 60NE3HEHHbIX
MblLLIEYHbIX CNa3mMoB 3GPEKTUBHbIMU ABNSAIOTCH MHBEKLUK
60TYyNOTOKCMHA TMNa A Ha Bcex 3aTtanax — A0, BO Bpems
n nocne onepaunn [30, 55].

3AK/TIOYMEHUE

MHoroypoBHeBble opToneanyeckue onepaumm SEMLS —
cTaHgapTt nomouwm npu AU, Bavsaowmin Ha GyHKUMOHaNb-
HYIO @aKTUBHOCTb M Ka4eCTBO XM3HM NaLMEHTOB U UX CEMEN.
OdbdEKTUBHOCTb BMeLWATENbCTBA U CTAOWIbHOCTb AOCTUI-
HYTbIX Pe3ynbTaToB B 3HAYWUTEIbHOM CTENEHW OMNpeaenstoT-
€Sl 9TaMHOCTbI0O U MPEEMCTBEHHOCTbIO MocneonepaLoHHOM
peabunutauuun. lpeacraBneHHble B HacTosweM ob63ope
OCHOBHbl€ MPUHLUMMbLI M 3Tanbl MocneonepaunoHHOn pea-
OunuTauMmn M opTe3npoBaHUA MOryT ObiTb MCMNOMb30BaHbI
B KayecTBe OpMEHTUpa NpU OKa3aHWKW MOMOLLM NauueHTam
¢ AUnN mexxamcumnaMHapHbiMM KOMaHAaMu CnNeLnanmcToB.
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nukoreHoBas 6os1e3Hb TMNa Ib (M6 Ib) — peakoe u kKpaKHe Tskenoe 3abosieBaHne U3 rpynnbl HACAEACTBEHHbIX HapyLIeHUH
yrneBogHoro obmeHa. 3abosieBaHWe BbI3BaHO NaTOreHHbIMM BapuaHTamu reHa SLC37A4, npuBOAAWMMN K HapyLLUEHUIO
06MeHa 1I0K03bl B MEYEHM M MOYKaX U, KaK PE3YIbTaT, K BblPa)XXEHHOH opraHoMeraanu, runor/iIMKeMmn U MeTaboIM4eCcKom
AeKomneHcaumun. Kpome atoro, npu I'b Ib oTMeyaroTes HEUTPONEHUs1 U ANCOYHKLMSA HEMTPOGUIOB. [IpUMeHeHUe rpaHyaoLm-
TapPHOIro KOJIOHNECTUMYIUPYIOLLErO GaKTopa /Nilb YBEINYNBAET KOJIMYECTBO ANCHYHKLIMOHAbHbIX HEMTPOPUIOB, HE BAUSS
Ha nx QYHKLUMOHaJIbHYI0 aKTMBHOCTb, YTO OMNPEAENSET HEAOCTATOYHYIO 3POEKTUBHOCTb TAKOro Ae4eHuns. B nocneaHue rogel
mMexaHu3am HentponeHun rnpu b Ib 6bla1 yTOYHEH, pa3paboTaHbl HOBblE TeparneBTUYECKMe CpeicTBa A/ ee KynupoBa-
Hus. B ctatbe npeactaBieH 0630p pe3y/ibTaToB MCCe[0BaHUI UHIMOUTOPOB HaTPUM3aBUCUMOIO NePEHOCYMKa [T1H0OKO3b!
2-ro tmna (mngao3nHoB) y nauneHTos ¢ b Ib.

KnroyeBble cnoBa: 60/1€3Hb HAKOMIEHUSI TIMKOreHa tuna Ib, HenTponeHus, rpaHya0LMTapHbI KOJIOHUECTUMYINPYIOLMI
¢paKTop, MHrIMONTOPbI HATPUIN3aBUCHUMOI0 NEPEHOCYMKA TTIOKO3bI 2-ro THna, rmMmoa03mHbl

Ansa untupoBaHus: CypkoB A.H., HamasoBa-bapaHoBa J1.C., ApakensiH A.Jl., beccoHoB E.E., XypkoBa H.B. MHrMGUMTOPSI
HaTPUM3aBUCUMOrO MepPeHOCYMKa [MIOKO3bl 2-r0 TUNa — MPOPbIB B KOPPEKLMU HEUTPOMEHUU U AUCHYHKUMKW HENT-
podunoB y 60MbHbLIX C FMUKOreHoBOM 6Gone3Hbto Tuna |b. Bonpockl coBpemeHHo#n neauatpmn. 2024;23(3):162-167.

doi: https://doi.org/10.15690/vsp.v23i3.2761

BBEAEHMUE

[MukoreHoBaa 6one3Hb Tvna b (b |b) npeacTas-
nqet cobon KpawHe pefKoe BpPOXAEHHOE HapylleHue
MeTabonnama [NMKOreHa, BbI3BaHHOE MNaTOreHHbIMU
BapuaHTaMu reHa SLC37A4 [1, 2]. MNMocnegHuin Koaupy-
€T BHYTPMKIETOYHbIN TpaHcnopTep rioKo30-6-pocdaTa
(glucose-6-phosphate transporter; G6PT), nepeHocswun
G6P 13 uutonnasmbl B 3HAOMIA3MaTUHECKUWA PETUKY-
Nym, rae rnioko3o0-6-docdartasa (glucose 6-phosphatase;
G6Pase) KatanuMsupyeT ero rmaponus Ha roKosy u ¢oc-
dat [3]. CHMKEeHNE aKTMBHOCTU KoMniekca G6PT/G6Pase
B MEYEHU WU NoYKax BeleT K CHUMEHUIO BbICBOOOXAEHUS
rMIOKO3bl B KPOBOTOK W, COOTBETCTBEHHO, K HaKOMIEHUIO
TMMKOreHa B TKaHAX 3TUX OpraHosB [4].

KnuHuyeckn 3aboneBaHue xapaKTepusyeTcs BblpaxeH-
HOW renaTomeranuven W 3agepxKon pocta [2]. Cneuwu-
dunyeckumn nabopatopHbiMu npusHakamu I'b Ib asnsioTca
peunanBmpylollas runoriMKeMUsa HaToLaK, rMnepaunu-
LeMus, runepypukemus, MetTabosnyeckuin nakraT-auunaos,
a TaKXXe HEUTPONeHnsa n AUCOYHKLMA HENTPOPUIIOB, NPUBO-
JSlWKe K pa3BUTUIO BOCNaNNUTENbHbIX 3a601eBaHU K1Lwey-

HUKA, WHPEKLUMOHHbIX MOPa*KEHUM CIU3UCTOM O0OO0N0YKM
NosioCTU pTa U NepuaHanbHOM 061acTu, peLuanBUpPYIoLLIUX
KOXHbIX MHOEKLMIN M aHeMUM [D5]. MHOXKECTBEHHOCTb Mopa-
YEHWW, KpanHe HecTabubHOE COCTOSIHUE Ha POHE TAXKENbIX
MeTab0IMYECKMX HapYLLUEHWI MPK OTCYTCTBUM 3aMECTUTEb-
HOM (GEPMEHTHOM Tepanuu 3aMeTHO CHUXKAIOT KayecTBo
W NMPOJOMKMTENBHOCTb XW3HU nauuneHTos ¢ ['b 1b [6].

TEPANUSA INMUKOrEHOBOW BOJIE3HU TUMA IB

YBeNUYEeHUa MNPOAOIKMUTENBHOCTU MHU3HW BObHbIX
c I'b Ib ygaetcs 4o6GUTLCS NpU CTPOroM Co6M0AeHUN ane-
Tbl C J0GaBNEHMEM CbIPOTrO KYKYPYy3HOro Kpaxmana (ans
NOAAEPKAHNUS 3YTNIMKEMUM U KOHTPONS METab0o/IMYECKUX
napameTpoB). Bmecte ¢ 3TUM coxpaHseTcsl BbICOKUIA PUCK
BO3HUKHOBEHWS TAKMX TAXKESbIX OCNIOXKHEHWUN, KaK ageHoMa
NneyeHn M noyevyHas HegocTaToyHocTb [2, 5]. C 1990-x rr.
NS KOPPEeKUUN HeNTponeHun y nauneHTos ¢ I'b 1b ucnonb-
3Yl0T rpaHynouMTapHbli KOSIOHUECTUMYNUPYIOWNI daKTop
(MF-KC®) [7], npMMeEHeHWe KOTOPOro, OHAKO, He YCTpaHsAeT
OUCOYHKLUMIO HENTPODUIOB, @ NULb YyBENMYUBAET KOJIU-
4eCTBO AMCOYHKLMOHANbHbLIX KNETOK, 4TO 06ycnoBiMBaET



OrpaHuWYeHHbIM TepaneBTUYECKNM 3ddeKT npenapata [8].
Kpome Toro, npumeHeHune -KCP cBA3aHO C yBeNUYEHUEM
pUCKa pa3BWTUS OCTPOro MUeNonenKo3a 1 MMenogucniacTu-
Yeckux cnHgpomos [9-11].

MADI03UHDbI

B 2019 1. 6b1710 yCTAHOBJIEHO, YTO Pa3BUTUE HENTPOMEHNHN
1 AMcoyHKUMM HernTpodunos npu b b BbI3BBaHO HaKOMNIEHUEM
B 9TUX KNETKax aHanora rwoKo3bl — 1,5-aHrnaporntoumTon-
6-pocdata (1,5-anhydroglucitol-6-phosphate; 1,5AG6P),
MHrnéupyowero GochopunmpoBaHue IOKO3bl FEKCOKMHA-
3aMu W, CneaoBaTenbHO, MKUKOAM3. B CBA3KM C 3TUM OTKpPbI-
JMCb HOBblE TEPaNeBTUYECKME BOSMOXKHOCTH ANt KOPPEKLMM
3TOr0 COCTOSIHWUSA C NMPUMEHEHUEM MMUPIO3UHOB — MHIUOU-
TOPOB HATPMM3aBMCUMOIrO NEPEHOCUYUKA HOKO3bl 2-ro TMna
(HaTpPUK-TNIOKO3HOro KoTpaHcnopTepa 2-ro Tuna; HIMT2) —
npeacTaBUTENEn OTHOCWUTENIBHO HOBOrO Kilacca NPOTUBOAM-
abeTnYeCKMX leKapcTBeHHbIX cpeacTs [12]. MocKonbKy 6bI10
NMoKa3aHo, YTO MMKO3a KOHKYPUPYET C 06paTHbIM 3axBaToM
1,5-aHrugporntountona (1,5-anhydroglucitol; 1,5AG) noyka-
MM, OXMAANOCb, YTO MMUBNO3MHbLI OKAXYT MONOXKUTENbHOE
BAUSHWE Ha AUCOYHKLMIO HEMTPOPUIOB 3a CHET YBENTUYEHUS
aKcKpeummn 1,5AG ¢ moyon [13, 14].

S.C. Grunert un coaBT. (2022) u3y4ynnu pesynbtaTbl Npu-
MeHeHua amnarnMdno3rvHa — npenapara ¢ rmnorMKeMmnye-
CKUM AenctBMem, pas3paboTaHHOro Ana Tepanuun caxapHoro
anabeta 2-ro tuna, — y 112 nauyueHtoB ¢ 'b Ib. CpegHun
BO3pacT Havyana neyeHus npenapaTtom coctasun 10,5 net
(amanasoH — o1 O go 38 neT). AMNarnnMdao3mMH NPOAEMOH-
CTPUPOBaN MNONOXKUTENbHOE BAIUSIHME Ha BCE CUMMTOMbI,
CBfI3aHHble C AUCOYHKLUMEN HEUTpPOodUIOB, BKIOYas nopa-
KEHUE CIM3UCTOM 060104KMN MNONOCTH PTa M YPOreHUTaNbHbIX
OpraHoB, peuuaMBupylowme UHOGEKUMn, abCLecChbl KoM,
BocnanutenbHble 3a60/€BaHUA KUIWIEYHMKA W aHeEMMUIO.
[o Havyana npuema amnarnndnosnHa 60/blLIMHCTBO Nauu-
eHToB ¢ ['b |b (84%) nonyyanu I'-KCP. N3 H1x 55% naumeHToB

Ha ¢oHe Tepanun amnarmnMdIo3MHOM MOMHOCTLIO NPEKpPaTU-
v npuem M-KC®, a euwe y 17% nosa -KCP 6bina cHuKeHa.
Hanbonee 4yacTblM HexkenaTesNbHbIM SBIEHMEM BO BpeMS
neyvyeHns amMnarnndnosnHoM 6biaa rMnorNMKEMUS, BO3HUK-
was y 18% naumeHTtos [15].

B agpyrom Hab6nopgaTenbHOM MCCneaoBaHWK, onybsmMKo-
BaHHOM B 2023 ., 3Ta e rpynna aBTOpOB MNpeacTaBu-
na pesynbTaTbl evyeHns amnarmdno3nHoM 73 nauMeHToB
¢ b Ib ns 17 cTpaH; cpeaHun BO3pacT MNaLMEeHTOB Ha
MOMEHT Havana uccnegosaHus coctaengn 11 net (guana-
30H — oT O go 48 neT), cpeaHnn BO3pacT Havyana tepanuu
amnarnudnosnHom — 10 neT (auana3oH — o1 O go 47 ner),
npUYem y Tpex NaLMeHToB leyeHune 6bl10 HavyaTo B TeYeHne
nepBoro roga »usHu [8]. CpeaHas NpoaoIKUMTENbHOCTb
Tepanuu coctaBuna 15 mec (auanasoH — 2—36 Mec), CyToY-
Has go3a npenapata Bapbuposana ot 0,05 go 1,9 mr/kr/cyt
(Mpn cpegHen cytovyHon ose 0,36 Mr/Kr/cyT), BO3MOXKEH
6blN KaK ABYKpaTHbIW, TaK U OAHOKPATHbIM NpUeM npenapara
eXxegHeBHO. BonblIMHCTBO nNauMeHToB, 66 13 73 (90%),
nonydyanu -KC® pgo Havana npuema amnarnvdpnosnHa.
B pesynbrate y 35 13 71 (49%) 6onbHOro tepanus M-KCP
6blna npekpatlyeHa, ay 30 na 71 (42%) 6bin1a CHUXKEHa 403a
W/WNn 4YactoTa ero BBegeHusa. Y 6 u3 71 (7%) nauueHTa
CHWKeHne [03bl -KCP 6bl10 HEBO3MOXHO MW He npepn-
npuHuUManoch. [Iea nauuveHTa, cooblimBlUME 06 MCNONb30-
BaHuK -KC®P, He oTBETUIM Ha BOMPOCHI NpW NocneayoLLemM
HabnogeHunt [8]. ExxegHeBHoe BBeaeHne M-KCP asnsercs
MPUYMHON HEe TONIbKO 60K, HO U CTpaxa B CBA3M C OXKUAAHU-

1 B pa6ore [8], ckopee Bcero, gonylleHa owmnbKa B pacyeTtax, Tak
KaK ecnu 4o Havana npuema amnarnndnosuHa M-KC® nonyyvanu
66 60/bHbIX, TO 40N M3MEHMBLUMX TEPaNUIO UAK OCTaBLLUMXCS
Ha [-KC® cnepgoano paccyutatb OT 3TOM0 KoM4YecTBa (MUHYC
2 cnyyas, Korga 60/bHble He OTBETUIIM Ha BONPOC 06 U3MEHEHUMU
Tepanuu), a He oT 71, Kak celyac. CnegoBaTtesibHO, JaHHble 06
M3MEHEHUN UK coxpaHenunu Tepanuu M-KCP, npeacraBneHHble
B CTaTbe, HEKOPPEKTHbI.
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Sodium-Dependent Glucose Transporter Type 2 Inhibitors

as a Breakthrough in Neutropenia and Neutrophil Dysfunction
Management in Patients with Glycogen Storage Disease Type |b

Glycogen storage disease type Ib (GSD Ib) is a rare and extremely severe disease included in the group of hereditary carbohydrate
metabolism disorders. The condition is caused by pathogenic variants in the SLC37A4 gene leading to glucose metabolic disorder in the
liver and kidneys, and as a result to severe organomegaly, hypoglycemia, and metabolic decompensation. Moreover, neutropenia and
neutrophil dysfunction are noted in patients with GSD Ib. The use of granulocyte colony stimulating factor only increases the number of
dysfunctional neutrophils without affecting their functional activity, what determines the inefficacy of such treatment. In recent years,
the mechanism of neutropenia in GSD Ib has been clarified, so new therapeutic agents for its relief have been created. This article
presents the overview of data on the successful results of renal sodium-glucose cotransporter type 2 inhibitors (gliflozins) usage in
patients with GSD Ib.
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€M WMHbEKLMKN, 0OCOBEHHO Yy AeTen Mnaawero Bo3pacTa, yYTo
Bbl3blBaN0 CEPbE3HYI 06ECMOKOEHHOCTb Y MHOMUX f1ML, OCY-
WEeCTBAABLUMX YXO4 3a nauueHTamu. Noatomy npekpalieHme
MHbeKUun M-KCP 6bino BocnpmnHAaTo 81% GONbHbLIX UK KL,
OCYLLECTBASIOWMX YXO4 3a@ NeauaTpUyecKMMu nauneHTamu,
KaK 3HauyuTenbHoe obneryeHue. HentponeHus Ha ¢oHe
Tepanuu amnarnMdno3nHoMm paspelwmnnacs B 95% cnyya-
eB. Kpome T0Oro, y nosioBuHbl 60/bHbIX ¢ I'E Ib oTmMeyeHo
CHUXXEHWE 4YacToTbl TSXeNblX runornukemMunn, y 85% yana-
N0Cb AO6UTLCA NOAAEPKAHUS HOPManbHOro YPOBHS MOKO-
3bl B KPOBU, 82% He Hyxaanucb B YBEMYEHUWU B paLMoHe
NMUTaHWA KONMYecTBa YrNeBOAOB / KyKypy3HOro Kpaxmana
ONa nogaepXaHusa ayrnukeMuun, a 28% nauueHToB, paHee
He NepeHOCUBLUNX Kpaxmas, CMOMM HavyaTb ero npuem noa
nenctemeM amnarnmdnosunHa. lNMpueeaeHHble GaKTbl MOXKHO,
no KpanHen mepe YaCcTUYHO, OOBbACHUTb CHUXEHMEM Bblpa-
YEHHOCTM KMULIEYHOro BOCManeHus, 4actoTbl AedeKauuu,
HOpManusaumMen KOHCUCTEHUMK cTyna [8] U, Kak cneacreume,
BOCCTaHOBJ/IEHUEM BCacCblBaHMA yrneBooB. Y 66% 60bHbIX
CHU3UIOCh M KONMYECTBO rocnutanmaaunin [8].

Ba)KHO OTMETUTb, 4TO amnariMdAO3uH OKa3as MOMOXKMK-
TeNbHOE BAUSHWE Ha anneTuTt, paboTocnocobHOCTb, GU3MK-
YECKYI0 aKTMBHOCTb, 06LLEe CamMO4YyBCTBME M COH KaK nauu-
€HTOB, TaK W WL, OCYLECTBASAIOWMX YXO4 3a 60/bHbIMU
c B Ib. Y 82% 60nbHbIX OTMEYEHO MOBbILEHNE KaYecTBa Hn3-
HK, Yy Kaxkgoro gecsatoro (10%) oHO ocTanocb HEU3MEHHbIM,
y 8% — CHM3KNOCh. BONbIIMHCTBO NALMEHTOB U UL, OCYLLECT-
BASIOLMX yX04, COOBLANnM, 4TO C MOMEHTa Havana fievyeHus
IMNarnM®GA03MHOM Y HUX YAYYLIMAOCh KayeCTBO He TONbKO
NOBCEAHEBHOM XW3HW (3a CYET YNydlleHUs anneTuTa, CHa,
o6Lwero caMo4yBCTBUS U 6/1aronosny4yms), Ho U TPyAOBOKM aes-
TENbHOCTH, MOCKOJbKY MOBbICMIACh MOCEWaeMoCTb AETbMM
06pas3oBatesibHbIX YYperaeHMn. CHUKEHNE HacToTbl 0GOPM-
JIEHUS JINCTKOB HETPYAOCMNOCOOGHOCTH OblI0 3aperncTpupoBa-
HO Y 67% 60MbHbIX, a TaKKe y 27 % nunL, OCyLECTBASBLLMX YXO4
3a getbmu ¢ I'b Ib. MogaBnatouwee 60AbWNMHCTBO NALMEHTOB
(89%) oTMeTMNK ynydlleHne MOOGWIbHOCTU (UM CTano nerye
nyTelwlecTsoBaTb) Ha GoHe Tepanuu amnarnMdno3nHom [8].

Cpeaou apyrux Hanbonee 3Ha4nTENbHbIX UBMEHEHUI Noce
Havyana neyeHus amMNarmM@Ao3MHOM MaLMEHTbl MAK NMua,
OCYLLECTBASIOLME YXO[, OTMETUAN Yy4YLLIEHWE CaMOYyBCTBUS,
CHUXEHWEe 4acToTbl ClydyaeB WMHOEKLMOHHbBIX 3aboneBaHuu,
abCcLeccoB M MoparKeHWUM CAM3UCTbIX 060/I04EK (C COOTBET-
CTBYIOLWNM CHMXEHUEM WHTEHCMBHOCTM 60nK), OGbICTpOE
3aXKMBMIEHWE paH, NOBbILWEHWE TONEPAHTHOCTU K rOfI0AaHMIo,
yBefnM4eHne pasHoobpasunst MPOAYKTOB MUTaHMS, YMEHblUe-
HWE BbIPAXEHHOCTU [Mapen M NPOSBAEHWI BOCNanuTeb-
HbIX 3a60N1eBaHUM KULLIEYHUKA, CHUXKEHWEe 0BpaLlaemMocTu 3a
MeAWLIMHCKOM NOMOLLbIO, NPuBaBKy macchl Tena [8].

Bmecte ¢ Tem y 15% 60/bHbIX OTMEYEHO YBEUYeHue
4acTOTbl FTMNOIMMKEMUIA MO CPABHEHWIO C MEPUOLOM A0 Havana
nevyeHuns amnarnmdnosmHom [8]. Kpome Toro, y 26% 605bHbIX
OonucaHbl cnefylolimMe HexenaTtesbHble ABAEHUS: YBEINYeHNe
Maccbl Tena (n = 3), ketoaumaos (n = 1), MHOEKLNN MoYe-
BblIBOASAWMX nyTen (n = 2), 6eccumMnToMHas 6GaKTepuypus
(n = 1), npotenHypus (n = 1), runeptpurnnmuepmaemums (n = 1),
06e3B0OXKMBaHWe (N = 1), yCUneHune xaxibl B HOYHOE BpeMs
(n = 2), nonoas UHbeKumMa (n = 1), 3anop (n = 1), Mblley-
Hble cna3mbl, 03HO6 ¥ 60/1b B 061acTK no4vek (n = 1), cbinb
(n =1), oTeKkK cycTaBoB NasbLEB pyK (n = 1), 601n B cycTaBax

W BOCMNasieHne CoeMHUTENBbHON TKaHU (N = 1), a TaKXKe roso-
BOKPYXXEHME W HapylleHue cHa npu npuveme amnarnmodno-
3MHa B coveTaHuKn ¢ metundenungatom (n = 1) [8]. BaungHue
nHrnéutopa HIJIT2 panarnvdnosanMHa Ha COCTOSIHME MOYeK
(opraH-muwweHb npu I'b 1b) 66110 M3y4eHO B MCCNeaoBaHUK
M. D'Acierno u coaBT. (2022) [16]. ABTOpbl, UCNOMb3Ys 3KC-
nepUMEHTaNbHYIO IMHUIO MbllleV C MHAYLIMPOBAHHLIM TaMOK-
cudpeHom (TM-G6PT-/~) geduuntom GGPT, MMUTUPOBABLLIMM
I'b Ib, nokazanu, 4to nogasneHne G6PT B KneTKax MpPOKCH-
MaslbHbIX KaHanbLeB CTUMYIMPYET aKTUBALIMIO FTEKCOKMHA3b! |,
4YTO yBENMYMBAET AOCTYNHOCTb peabcopObUpOBaHHOM MMOKO3bI
NS BHYTPUKNETOYHOro meTabonuama [16]. BeegeHve mblwam
fanarnmdnosnHa npefoTBpallano HaKoMIeHWe rIMKoreHa
(3a cHeT NOBbILWEHUSA IKCMPECCUM MHIMBMPYLOLLEN GOPMbI K-
KOF€HCHHTa3bl) M YCUAMBANO €ro N3KUC (3a CYET CTUMYNALMK
rnnMKoreHdocdopunasbl U ee aktuBHOM GochopHUIMpPOBaHHOM
M30popMbl), YTO CMOCOBCTBOBANO PEerpeccy rmctonaTtonoru-
YECKMX M3MEHEHMN B MOYKaX M BOCCTAHOBJIEHUIO YPOBHEN
3KCNPECCHUU OCHOBHbIX (DYHKLIMOHANbHbIX MapKepoB MPOK-
CUMMalbHbIX KaHanbleB: HaTpuidaBucumoro docdaTHOro
TpaHcnopTtepa 2B (sodium-dependent phosphate transport
cotransporter 2A; NaPi2A), HaTpui-BOAOPOAHOIO OOMEHHM-
Ka 3 (sodium-hydrogen exchanger isoform 3; NHE3), HITIT2,
TpaHcnopTepa MoKo3bl 2 (glucose transporter 2; GLUT2)
M akBanopuHa 1 (aquaporin 1; AQP1) [8]. Takum o6pasom,
nony4eHo noaTBepxaeHne abPeKTMBHOCTU aanarnndnosunHa
B COXPaHEHWU PYHKLMKU MOYEK Ha MbllMHOM modenun b Ib.
[MpuBeaeHHbIE AaHHble MOryT 6biTb MCMNOb30BaHbl Ans 060-
CHOBaHWS MPUMEHEHUA 3TOro MHruéuTopa HIJIT2 B paH-
HUX dasax KIMHUYECKUX UCCieaoBaHKi npu GopmMUpoBaHnm
HeobXxoAMMON [Ona perucTpauuu npenapata [JoKasaTeflb-
HOM 6a3bl [16].

B uccnegosaHun R. Resaz n coaBT. (2021) Ha ToMn xe
JIMHUK NaBoPaTOPHbIX MMUBOTHbIX (TM-GGPT~/~) 6b110 MOKa-
3aHO0, YTO OTCYTCTBME aKTUMBHOCTM GOBPT npuBOoAMT K anon-
TO3y HEWTPOODUIIOB, CHUXKEHUIO XEMOTaKcuca U darouutap-
HOM aKTMBHOCTU, a TaKKe HapyleHWo npoandepaTMBHOro
noTeHuMana KonoHWeo6pasylowmx efuHNUL, NPOreHUTOPHbIX
KNeTOK KOCTHOro Mo3ra B OTBET Ha npumeHeHne M-KCo [17].
C Opyron CTOPOHbI, OGHApPYXEHO, YTO Y Mbllen, MnonyvyaBs-
WKX ganarnndnosuH, yBeIMYMBanoCb KOAMYECTBO HEWTPO-
dunoB, B TOM uucne 3penblx, B pe3ynbTaTte Yero KIeTku
nposiBNsAM 60/€e BbICOKYIO GaroLnTapHyto 1 MUrPaLLUMOHHYIO
aKTUBHOCTb, @ TaKKe AEMOHCTPUPOBAN CHUKEHWE amnonTo-
3a W NoBbllLIEHWE HeTO3a (popMupoBaHWe HenuTpodunamu
BHEK/IETOYHbIX JIOBYWIEK) B OTBET Ha AobasneHue dopbon
MUPUCTaT aLeTaTa (CoeAMHEeHWe, ydacTBylollee B LUMPOKOM
CMNeKTpe KIETOYHOM aKTMBHOCTKM, OGnajatoliee npoanonTo-
TUYECKUM [AENCTBMEM), YTO YKa3blBaeT Ha BOCCTaHOB/EHWE
nXx crneundmnyeckon nNpoTMBOMUMKPOOHOM aKTMBHOCTU. bonee
Toro, Mmo6unusauma Ca2+ B HeMTpoduIax Mbillei, noay4as-
Wwux ganarnndno3unH, yBeandinBanacb B OTBET HA BBeAeHUE
N-popmun-L-meTnoHun-L-nenymnderHmnnanaimHa (MOLLHbIN
XeMOTaKCUYEeCKUn daKTop MOAMMOPOHOSAEPHbIX NEeNKOLM-
TOB, aKkTMBaToOp Makpodaros), YTO NO3BOASET NPEANONIOKNTb
4YaCTM4YHOEe BOCCTAaHOBMIEHME romeocTasda KajbLus B 3TWX
KneTtkax. Mamepenne 1,5AG6P noaTBEPAMIO CHUKEHNE KOH-
LleHTpaumm aToro MetabonuTa B HeMTpodumnax Mbllen, Nosy-
YyaBlMX ganarmdnosuH [17]. 3gecb cnegyet OTMETUTb, YTO
XOTSl AanarnMdnosnH U UMEET aHaNorM4yHoe aMNarnMdo3nHy



cpoActBo K peuentopy HITIT2 no papMakOKMHETUYECKUM,
dapmaKkogMHaMUYeCcKUmM 1 dapMaKoIorMyeCKMM CBOMCTBaM,
HO XapaKTepuayeTcs 6o0/see ObiCTPbIM HayanoMm AencTBuSs
n 6onee AnuTENbHbIM NEpPUOAOM MNonyBbiBeaeHus [18]. 3to,
BO3MOXHO, NO3BONNUT o6ecrnednTtb 6onee adHEKTUBHYIO KOp-
PEKLMIO HEUTPONEHWM U AUCDYHKLMKU HenTpodunos npu B Ib.

MEXAHU3MbI AEHCTBUS U 3O OEKTUBHOCTb

MA®IO3UHOB

MexaHnam aencTBus rmMudao3MHOB O6GYCNOBAEH WHIU-
6upoBaHnem HITIT2 B nNpoKcMMasbHbIX KaHasjbliax Mo4vek.
B pesynbrate 3TOro MNpoOMCXOAAT yMeHblueHue peabcopb-
UMK rNoKo3bl (okono 30%) 1M HaTpus U3 NpocBeTa KaHalb-
LieB, CHU}KEHWE KOHLIEHTPaLMM MIOKO3bl B Na3me HaTolak
W NocTnpaHAManbHOM MIOKO3bl, YMEPEHHbIN OCMOTUYECKNN
anypes. B otninMyme oT Apyrux aHTMaMabeTMyecKnx cpeacTs,
penctene rmMndIO3MHOB MMEET WHCYIMHOHE3aBUCUMbIN
MexaHu3Mm [19]. Cny4yan BOSHWKHOBEHWUSA TUMOTIMKEMUYE-
CKMX COCTOSIHMM NpPU NPUMEHEHUU UHrnéutopos HIJIT2 ces-
3bIBAIOT C TEM, 4YTO Ha PpOHE TAaKOM Tepanunun Bo3pacTatoT Npo-
OYKLUWS SHOOrEeHHOW MI0KO3bl U CeKpeums roKaroHa [20].
XoTa B AnTepaType OTMeYaeTcs, YTO PUCK pPas3BUTUS TMMo-
rMUKEMUU MPU MPUMEHEHUN TAUDIO3MHOB OTHOCHTENbHO
HU3KKUK [8, 20], Ha 3TO cneayeT obpallatb 0Co60€e BHUMaHUe
y nauneHToB ¢ I'b Ib, KOTOpble MMEIOT HacneaCTBEHHOE Hapy-
LUEHWEe YyreBOAHOro 06MeHa 1 MOryT ObiTb CKIIOHHbI K 60/1ee
BblpaXEHHOMY CHUXEHMUIO KOHLIEHTPALMK TIOKO3bl B KPOBM
Ha doHe neyeHns nHrmbutopamu HIJIT2. Heobxoanmo otme-
TUTb, 4TO MKUGAO3MHBLI NPOAEMOHCTPUPOBASN U HEMNTUKEMU-
Yyeckue TepaneBTUYeCKMne 3DPEKTbl, TaKME KaK CHUKEHMue
Macchl Tefla, CHUXKEHME CUCTOIMYECKOTO JaBNEHUS, KapAamno-
NpoTeKTMBHOEe aenctaue [19]. B nocnegHue rogbl, Kak yxe
roBOpuaoChb, 6bl1 NOKasaH 3dPeKT MHrnbuTopos HIJIT2
B OTHOWEHWN KOPPEKLMU HEUTPOMEHUU U AUCDYHKLMHK
HenTtpodunos [20-22]. 3a nocnegHue aBa roga pasHbiMH
aBTopamu 6bln ony6nMKoBaHbl 06HaAeKMBaKOWME PESYb-
TaTbl nevyeHns amnarnndao3mHom 6onee yem 120 B3poc-
nbix U geten ¢ I'b Ib, o6obuweHHble B 0630pe M. Kaczor
n coaBT. [20]. B onucaHun psiga KIMHUYECKUX ClyvaeB
NOKa3aHbl CHWXXeHUe Ha GoHe uHrnémutopoB HIJIT2 yacToThl
N BbIPaXEHHOCTW MOPAXKEHUS CMU3UCTbIX 060/04EK U KOXK-
HbIX MOKPOBOB, BOCMNANUTENbHbIX 3a60/IeBaHUA KULIEYHMKA
M aHeMuu [21, 22], npeKpalleHne neYyeHuns ¢ UCrnonb30BaHu-
eM [-KC® vnun cHuxeHne ero [03bl U YacToTbl NPUMEHEHUS
[23, 24], a TakKe coobwanocb 06 ycrnewHoM npUMEHEHUN
rMndno3nHOB Npu 6epemMeHHOCTHN y ABYX 60nbHbIX B 1b [25].
Kpome Toro, cnegyetr OTMETUTb, YTO MNpaBWia XpPaHeHWUs
amMmnarnudnosuHa (Nnpenapara 4aa nepopanbHOro NpuMeHe-
HUS) He TPpebytoT cO6MOAEHUS XON0A0BOM Lien — B OTIMYKNE
oT -KC®, 4TO CHUXKAET NOrucTUYecKne TPYAHOCTM M MOBbI-
LaeT MOGUIbHOCTb NaLMEHTOB (Hanpumep, BO Bpems nyte-
LIECTBUIN) U, COOTBETCTBEHHO, KAYeCTBO MX XU3HU [8, 20].

BE3OMNACHOCTb INIU®J/I03UHOB

Cpean HebnaronpuaTHbIX PaKTOpPOB, KOTOpble Xapak-
TepHbl Ana uHrnéutopos HIJIT2, cneayer OoTMETUTb PUCK
yBENMYEHUS 4acTOTbl FeHUTaNnbHbIX MHOEKUMK (Ha oHe
INIIOKO3YPUK), OCOBEHHO NPU HaNMYNK B aHAMHe3€e NoJIoBbIX
MHPEKUMA U NIOXOW rurmeHe [26, 27]. Takke coobuianocb
O BO3MOMHOCTU pPa3BUTUS FaHrpeHbl PypHbe — peaxomn

WHPEKLMOHHON DOPMbl TAMKENOro MOpParKEHUS TeHUTanum
(HekpoTuaupylowero dacumnta npomexxkHoctu) [20]. B nep-
Bble 3 Heg NpUMEHEHUs rMUPNO3MHOB BO3MOXHO TpaH-
3UTOPHOE CHUXKEHWE CKOPOCTM KIyOO4YKoBOM buabTpauumn
C nocneaylowmM BOCCTAHOBNEHWEM W AOATOCPOYHOM CTa-
6unnsaymen, ogqHako y 60JIbHbIX CO CHUMKEHHOM GYHKLUEN
NOYeK CyLLEeCTBYET PUCK NOBbILWEHUS KpeaTuHMHa, docdopa,
napaTtMpeouaHoOro ropmMoHa B CbIBOPOTKE KPOBW, pPas3Bu-
TUS TUNOBONIEMUN W apTepuanbHOM runoteH3uu [19]. Kak
M3BeCTHO, Npu b Ib oTMeyaeTca nopa)keHue novyek [2],
K MPUMEHEHWIO 3TOW rpynnbl NpenapaToB creayeT OTHOCUTb-
€Sl C OCTOPOXKHOCTbIO. TaKkKe y nauueHToB, NPUHUMAIOLWMX
MHrnéutopbl HIT2, 6611 3adUKCUPOBaHbI Cly4aun 3yriu-
KeMMWYEeCKOoro Ketoaumaosa [28, 29]. UmetoTcs coobLLEHUS
0 MOBbIWEHMUU YACTOTbl BOBHUKHOBEHUS HEKOTOPLIX OMyXO-
nen (pak Mo4yeBOro nysblps, pak MOMOYHOM xenesbl) [19],
B CBfI3N C 4eM HeOoBXOAMMbl PerynspHblii BU3yann3aunoH-
HblA MOHUTOPUHI MeYeHun y naumeHToB ¢ ['b |b B OTHOLEHMH
GOpPMHUPOBAHUS afE€HOM NEYEHU U KOHTPOMb KOHLEHTPaLMK
anbda-peTonpoTenmHa B CbIBOPOTKE KPOBU C y4ETOM MOTEH-
LManbHOro pucKa ux Manuriusaumm [2].

HEPELLEHHBIE BOMPOCDLI U NEPCNEKTUBHBLIE

HANPABJIEHUS1 UCCNNEJJOBAHUM

Mpu Bcex npeumyllecTBax nevyeHus nauueHTos ¢ b Ib
aMnNarnMdno3MHOM OCTaeTCsl MHOIFO OTKPbITbIX BOMPOCOB.
TaK, Hanpumep, HE06X0AMMO KOHKPETU3MPOBATbL NOKa3aHUA
K Havany fnevyeHus (MpeacMMnTomaTM4yecKkoe MAuW CUMMTO-
MaTU4ecKoe), onTUManbHyl0 403y U KpuTepun ee noabopa,
CPOKM CHUXEHUS A03bl / NpeKpaLleHns npumeHeHus M-KCo,
KPUTEPUM MOHUTOPUHIA IPDEKTUBHOCTU, NMPOAOIKUTL U3Y-
yeHne 6ezonacHoctTM amnarnndnosnHa, 3PPeKTUBHOCTH
JONTOCPOYHOM Tepanuu, BKIOYas BAWUAHME Ha GYHKLMIO
novyek M npeaynperkaeHne novyeyHow HefoCTaTOYHOCTHU.
B ¢oKyce 6yaylimx uccnefoBaHuim AOKHbI 6bITb OTAENbHbIE
dapmakoreHeTnyeckme n GapMakoKMHeTUHeCKne GaKTopbl,
BavsalowWmne Ha addeKT nedveHus. MNocKonbKy AebiT 3a60-
NleBaHUS NPUXOAUTCA Ha NepBble MeCALbl U3HW pebeHKa,
4Ype3BblYaMHO BaXKHO OLEHUTb BO3MOXHOCTb MaKCUManbHO
paHHero HasHadeHus uHrnouTopos HIJIT2 B negunatpuye-
CKOW npakKTuKe. NccnegoBaHua 6e30nacHOCTU U ahdeKTUB-
HOCTM amnarnMdno3nMHa B HacToslwee BPeMs NMPoBOAATCA
B lNonblie (KnMHMYeckoe uccnegoBanme, dasa ll) n loHKoHre
(MpocneKTMBHOE KOropTHOE UccnegoBaHue) [8].

3AK/TIOMEHME

MepBble pe3ynbTaTbl UccnegoBaHW 3GDEKTUBHOCTH
amnarnMdno3nHa MoKasanu KapAuHaldbHOe ynydleHue
MHOIMX acrneKToB MOBCEAHEBHOM YM3HW KaK Yy MalMeHToB
¢ I'b Ib, Tak 1 y i1y, ocywecTeastowmnx yxod. OgHako Heob-
XOAMMO MPOAOMIKMTL UCCNeaoBaHUa O0roCcpoYHON addek-
TUBHOCTK M 6e3onacHocTK mMudno3uHos npu I'b |Ib ¢ yensto
nepecmoTpa [OEeNCTBYIOLWNX KIMHUYECKUX PEKOMeHdaumn
Mo B€AEHUIO NaLMEHTOB C 3TOM NaToNOrnen.
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O6ocHoBaHMe. B rocnegHme rogbl 0TMeYaloTCsl HeraTuBHbIE TEHAEHUMM CHUMXXEHUS POXKAAEeMOCTH M MpUpocTa Hacese-
Hus. [TporHo3bl femorpa®oB He BHyLLAKOT ONTUMU3Ma 10 MPUYNHE BXOXAEHUSI B JETOPOAHbINA BO3PACT MOKOJAEHNUS KOHUa
MPOLLIOro CTONETHUS, XapaKTepH30BaBLIErOCsl HU3KOM POXKAAeMOCTbI0. B roabl TPYAHbLIX U COMHUTE/IbHbIX 9KOHOMMYECKUX
pedopmM CMEPTHOCTb HaceseHus MpeBbilana PoXAaeMoCTb, OTMeYasCsl BbICOKUIA yPOBEHb XPOHMYECKON 3abosieBae-
MOCTH [JETCKOro HaceseHwus, Guandeckoe pasBUTHE MPMOBPETaso YepTbl peTapgaunn. Bmecte ¢ TeM B 3TUX yCI0BHUAX
MpesngeHTom Poccuiickon depepaumnm, lNpaBUTebCTBOM MPUHUMAEANCL HOPMATUBHbIE JOKYMEHTbl — [0CTaHOB/IEHMS,
ueneBble MpPorpaMmsbl, yKasbl, OnpeaesmBLIME HanpaBieHUs rocyAapCTBEHHOM COoUMaabHOM MOJUTUKU MO YYHLIEHUIO
rnonoxxeHus geten B Poccuiickon ®egepaumnmn o 2000 roga. Lienb nccnegoBaHnsi — npoBeCTH OLEHKY AMHaMUKK psja
MeAMKO-coLManbHbIX rnokasatenen 3a 2018-2023 rr., xapakKTepu3ylwmnx HanpaBieHUe AeMorpapuyeckmx TeHAeH-
LUMA, C NPEAsIOKEHUAMMN YNYHILUEeHUST MEAMLMHCKOMN MOMOLYM B CUCTEME OXpaHbl 340P0BbS MaTepu M pebeHka. MeToabl.
[MpoBoaunnock U3ydeHne matepumana nccaegoBaHms, KOTOPbIM CAyXnan oT4eTHble popm Pocctata N° 19 aeTCKux NonMKam-
HuK, N° 14 petckux ctaymoHapoB, N° 030/y «KoHTpoibHasi KapTa AucrnaHcepHoro HabaaeHus». B pabote 1cnoab30BaHb!
maTtepuanbl 3acegaHns KoopauHaumoHHoro coseta npu [Mpe3ugeHte Poccuiickon Pepepaumm ot 15 Hosibps 2016 T.
[aHHble cTaTUCTUKM NoJly4eHbl OT 06beanHeHNs «YnpaBneHne PepepanbHON CayK6bl rocyapCTBEHHON CTaTUCTUKK MO
r. CaHkT-letepbypry vn JleHuHrpaacko#n obnactu» (Metpoctat) u LleHTpa aHanan3a v NporHo3a 3/10p0Bbs MaTepu U pebeH-
Ka Komuteta no 3apaBooxpaHeHuto CaHKT-lleTepbypra, MeanuuMHCKOro MH@OPMaLuMOHHO-aHaAUTUYECKOro LeHTpa
(«OcHOBHbIe uTOrM PaboThl B cepe 3apaBooxpaHeHnss CaHKT-leTepbypra», 2019, 2020, 2021, 2022). CtatuctmyecKas
06paboTKa npoBoaMaack C MCob30BaHNUEM METOA0B BapHUaLlMOHHOM CTaTUCTUKKM (KpuTepui pcoHa, KpuTepuit yrnoBo-
ro npeobpasoBaHns Puliepa) n gaHHbIX aBToMaTM3nMpoBaHHok cuctembl AKAO, pernctpaunoHHoe ygoctoBepeHne OCP
N2 2009/05279, cootBeTcTBYyIOLLEN NPHKa3dy MuHsapaBa Poccun N2 514+ o1 10.08.2017. Pe3ynbTaTbl. AHanu3 pesyibTa-
TOB NPOBEAEHHbIX UCCeA0BaHMI NOATBEPIKAAET HeratuBHble JeMorpaduyeckmne 3aKkoHomepHocTn B CaHKT-[leTepbypre,
aHanorn4yHble 06LLEePOCCUICKMM. Hapsay CcO CHMXEHMEM POXAAEMOCTM OTMEYEH POCT yAEe/IbHOro Beca BCoMoraTe bHbIX
PenPoAYKTUBHbIX TEXHOA0rMI. COXPaHSAETCS BbICOKMI YpOBEHb MEPTBOPOXKAAEMOCTU U NepUHaTaIbHOM CMEPTHOCTH, a TakK-
)K€ POCT nokasartesisi MiageH4ecKo cMepTHOCTH. [logyepKuBaeTcs accoymanms 4enonyasiynoHHbIX MPOLEeCcCoB C yXyaLue-
HMeM 340p0oBbsi AETENH U POCTOM MHBAIMAHOCTU. 3aKntodeHme. [logHATbIe B cTaTbe nNpobiemMbl He UMeKT 04HO3HaYHOro
peLueHns n TpebyT My/IbTUMOAA/IbHOIO M0AX0Aa.

Knro4deBble cnoBa: poxxaaemMocCTb, nepuHataibHas u MaajgeH4yecKkass CMepTHOCTb, MEPTBOPOXAAEMOCTb, 3a60/1€BaeMOCTb,
MHBaINAHOCTb

Ansa yntupoBanumsa: Cnmaxoackmi A.C., CeBoctbsiHoBa J1.[., Jlykawosa +0.B., MeTtposa H.B., Cumaxogckumn A.C. IuHamuKa
HEKOTOPbIX MeauKo-gemorpaduyeckmx nokasatenen Cankt-leTepbypra 3a 2018-2023 roabl. Borpockl coBpeMeHHOH

neanatpmmn. 2024;23(3):168-173. doi: https://doi.org/10.15690/vsp.v23i3.2758

OBOCHOBAHME TeNbHbIX PENPOAYKTUBHbIX TexHonorun (BPT), pazpaboTky

Pe3zontoumen XXIV KoHrpecca negnatpos Poccun ¢ mMex-
[LyHapoaHbIM ydacTueM «AKTyasnbHble npobnembl neauart-
pun», coctosBluerocs B MockBe 3—-5 mapta 2023 r. [1],
BblpaxeHa cepbe3Has 03ab04eHHOCTb CKlagblBalowwencs
B Poccun pemorpadudeckon cutyaumen. Cpean MHOMmx
N BaHbIX MPEAJIOKEHUIN B afpec rocyfapCTBEHHbIX opra-
HOB BnacTh, GUHAHCOBO-KPEAWUTHbIX OpraHuM3auun cre-
[yeT BblAenuTb yBenundeHne duHaHCMpoBaHUA Ha peanu-
3auUMi0 rOCyAapCTBEHHbIX MporpaMM «34paBoOXpaHeHune»,
«Jemorpadusa» [2], BBeLeHWe OTAENbHOM perncrpauunu
6epeMeHHOCTU U pPOLOB MPU MUCMOMb30BaHUK BCMoMora-

roCyAapCTBEHHbIX MporpaMm no pea6uautaumm U npo-
dUNaKTUKe AETCKOW MHBANWAHOCTU. AKTYanbHOCTb JaHHOM
TEMaTUKN He BbI3bIBA€T COMHEHWI U onpeaensieT OCHOB-
Hble HanpaBNeHUsl JaHHOro UccneaoBaHus.

Llenb uccnepoBaHua

MpoBeCTN OLIEHKY AMHAMWKK psiga MeauMKo-coLualb-
HbIX NOKasaTtenen 3a 2018-2023 rr., xapaKTepMU3YIOLLMX
HanpaBneHne aemorpadUyeckux TEHAEHUMW, C npeaso-
HEHUSMU YNYYLIEeHUS MEAMLMHCKOM MOMOLWM B cUCTEME
OXpaHbl 340POBbA MaTepu U pebeHKa.



METOAbI

MpoBeaeH aHann3 oT4eTHbIX dopm Pocctata N2 19 pet-
CKMX NOAMKNMHKMK, N2 14 pgeTckux ctaumoHapos, N2 030/y
«KoHTponbHasa KapTa AMCnaHCepHOro HabngeHus». Takke
B paboTe MCNonb30BaHbl MaTtepuanbl 3acefgaHus Koop-
AMHaUMOHHOro coseta npw lMpe3unaeHte Poccurickon depe-
paumm ot 15 Hoa6psa 2016 r., B KOTOPbIX AaHbl NOPy4YeHUs
[paBUTENbLCTBY, MUHUCTEPCTBAM W BeooMCTBaM oOT 21 aeKab-
ps 2016 r. [laHHble CTaTUCTUKM MONyYeHbl OT 06beaUHEHUS
«[letpocTat, LleHTpa aHann3a 1 NporHo3a 340pOBbs MaTepu
1 pebeHKa KomuTeTta no 3apaBooxpaHeHuto, MeanLmMHCKOro
MHOOPMaALMOHHO-aHaNIUTUYECKOro LeHTpa («OCHOBHbIE UTO-
rv paboTbl B chepe 3apaBooxpaHeHns CaHKT-lNeTepbypra»,
2019, 2020, 2021, 2022).

Cratuctuyeckass obpaboTKa NpoBOAMAachb C MCMNOJb-
30BaHnem KputepueB [lMpcoOHa, [ABYCTOPOHHEro TOYHO-
ro Kputepus Puwepa M AaHHbIX aBTOMaATU3MPOBAHHOM
cuctembl AKZJO, peructpaunoHHoe ypoctoBepeHue PCP
N2 2009/05279, cooTBeTCcTBYylOLLIEN MpUKaly MuH3apasa
Poccun ot 10 aBrycta 2017 r. N® 514H «O nopsiake npo-
BeAeHNs NPOPUNAKTUHECKMX MEANLIMHCKMX OCMOTPOB HEeco-
BEPLUEHHONETHNUX».

PE3YJIbTATbI

Ha nepBom aTane npoBeAeHa OLEeHKa AMHAMUKK poxae-
MocTH 3a 2018-2023 rT., oTpaxeHHas B Tab. 1, ¢ y4eToM
onepaTtuBHbIX AaHHbix 2023 1. lpuBeaeHbl abCcoNtoTHbIE
UMPPbl N0 YUCNY POXKAEHHbIX AE€TEN, U3 HUX C MPUMEHEHWUEM
BPT, n nokazatenu poxaaemoct Ha 1000 HaceneHus.

MpeactaBneHHble B TabnuLe NOKalaTenm UMeT oTpuLa-
TeNbHYO AMHaMKKy. O6lee KONMYEeCTBO AETEN, POXKAEHHbIX
B 2023 1., cocTaBuIO TO/IbKO 78,5% OT ypoBHA 2018 T.

KonnyectBo aeTen, porKAeHHbIX C Ucnonb3oBaHuem BPT,
coctaBuno 89,7% ot ypoBHa 2022 r. [JaHHbii PEHOMEH,
BEPOSATHO, CBfA3aH C MPEeANnOYTUTENbHBLIM MPOSIOHIMPOBa-
HUEM MOHOMNOAHOM 6EepPEeMEHHOCTM Mpu npumeHeHun BPT
WU BAWSIHUEM COLMANbHO-NCUXONOMMYECKNX GaKTOpPoB Npu
nnaHMpoBaHun 6epemeHHocTH [3].

Taknm o06pas3om, KakK B abCOMIOTHbIX, TaK U B OTHO-
CUTENbHbIX MOKasaTensx gemorpaduyeckas cocTaBasiowas
ocTaBnsieT xenatb nydwero. MNpu atom HaceneHue CaHKT-
MNetepbypra B 2018 . coctaBnano 5380000 uen.,
a B 2023 r. — 5600400 4en. PasHoHanpaB/eHHOCTb pocTa
B3POC/IOr0 HAaCENEHUS U CHUKEHUS POXKAAEMOCTU NOATBEPK-
JAeT Hann4me LenpeccuBHbIX femorpadpuyecKmx NpoLeccoB.

lNokasaTtenu mMnageH4YecKon CMepPTHOCTU NpeacTaB/eHbl
B Tabn. 2.

PasHoHanpaBfieHHOCTb AMHAMUKKW MoKas3aTenen mna-
[EHYECKON W paHHen HeoHaTanbHon (0—6 AHen) cmepTt-
HOCTM CBMWAETENbCTBYET O HECOrNacoBaHHOCTU POAOBCMO-
MoraTesnbHbIX y4ypexaeHun denepanbHOro M ropoackoro
NogYMHEHUs, HanpaBneHu B dpefepanbHble LEHTPbI HOBO-
POXAEHHbIX C 3aBE4OMO BbICOKMMWU PUCKAMW BblKMBaHMS.
Cnoxuwunca B 2023 1. 06W M NOKa3aTes b MAageH4YeCcKomn
CMEPTHOCTU AOCTOBEPHO BbIlle Npeablaywux net Ha 17,5%,
XOTS paHHAS HeoHaTanbHas CMEPTHOCTb UMEET YCTOMYMBYIO
TEHAEHUMIO K CHMXeHUIo (p < 0,01). PocT uncna ymepnx
HOBOPOX/AEHHbIX Mocne 6-ro OHA XW3HU W aeTer rpyaHo-
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Background. There have been negative trends in the birth rate and population growth decline in recent years. Forecasts from
demographers are also not so encouraging as the next generation of childbearing age is one from the end of the last century which
is characterized by low birth rate. Population mortality exceeded the birth rate during the years of challenging and questionable
economic reforms. Moreover, there was a high level of chronic morbidity in child population, and physical development had the trend
to retardation. Meanwhile under these circumstances, the President of Russian Federation and the Government adopted regulatory
documents (decrees, dedicated programs) that determined the directions of state social policy on improving the situation with children
in Russian Federation until 2000. Objective. The aim of the study is to evaluate the dynamics of several medical and social indicators
of 2018-2023 characterizing demographic trends direction, with proposals on improving medical care in the maternal and child
health care system. Methods. The study has covered reporting form No. 19 of Russian Federal State Statistics Service (Rosstat) for
children’s outpatient clinics, form No. 14 for children’s hospitals, form No. 030/y “Check-list of dispensary observation”. The study has
used the materials of the Presidential Coordination board meeting from November 15, 2016. Statistical data was obtained from the
“Office of the Federal State Statistics Service for St. Petersburg and the Leningrad Region” (Petrostat) and the Center for Analysis and
Forecast of Mother and Child Health at Health Committee of St. Petersburg, Medical Information and Analytical Center (“Major results
in the field of health care in St. Petersburg”, 2019, 2020, 2021, 2022). Statistical processing was carried out via variational statistics
methods (Pearson’s criterion, Fisher’s angular transformation criterion) and data from the automated system of prophylactic medical
examination, registration certificate FSR No. 2009/05279, corresponding to the order of the Ministry of Health of Russian Federation
No. 514H dated August 10, 2017. Results. The analysis of study results confirms the negative demographic patterns in St. Petersburg
like the all-Russian. Increase assisted reproductive technologies was noted alongside with birth rate decrease. There are still high rates
of stillbirth and perinatal mortality, as well as increased infant mortality rate. The correlation of depopulation processes with children’s
health worsening and increasing disability is emphasized. Conclusion. The problems raised in this paper do not have an straightforward
solution and require multimodal approach.
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Ta6nuua 1. MNokazatenu poxkaaemoctn B CaHKT-lNeTepbypre 3a 2018-2023 rrT.
Table 1. Birth rates in St. Petersburg in 2018-2023

2018

2019

2020

2021

2022

2023

1. KonuyecTtBo poamBLumxcs, aée. 63990 56007 55350 53347 50437 50251
2. M3 Hux ¢ ucnonb3oBaHuem BPT, abce./% 3007/4,7 2720/4,6 2646/4,8 2414/4,5 2484/4,9 2699/5,4
3. Mokazatenb poxaaemocTtu (Ha 1000) 12,0 11,0 10,3 9,9 9,4 8,97

lNpumevanne. BPT — BcnomorateNbHble PeNpOAYKTUBHbIE TEXHONIOTUN.
Note. ART (BPT) — assisted reproductive technologies.

Ta6nuuya 2. YpoBeHb MageH4Yeckon cmepTHoctTn 2018-2023 rr.
Table 2. Infant mortality rate in 2018-2023

1. MnageH4yecKas cMepTHOCTb, %o 3,7

3,59 3,42 3,67 3,49 4,1

2. PaHHAS HeoHaTanbHas CMEPTHOCTb, %o

1,34 1,05 1,03 1,05 0,52

Puc. 1. JuHamunka GeTomHaHTUNbHbIX NOTEPb 3a UCCefyemble rofbl
Fig. 1. Dynamics of feto-infantile losses over the studied years

2023

2022

2021

2020

2019

2018

Hl HesblHawwvBaHve lMepvHaTanbHas CMepPTHOCTb

B MepTBOPOXAAEMOCTb

Puc. 2. 3a6oneBaemMocTb AETEN B pa3nyHbIX BO3PACTHbIX rpynnax
(Ha 1000)
Fig. 2. Children’s morbidity in different age groups (per 1000)

15-17 net

10-14 net

3377,7

5-9 net

0-4 ropa

3294,5

W 2019 2020 | 2022

ro Bospacrta TpebyeT TWaTeNbHOr0 aHanu3a C MPUHATUEM
OpraHM3aLMOHHbIX PeeHMn, a BO3MOXHO, U pa3aenbHoro
yyeTa ymeplunx B deaepanbHbiX YYpeKAEHUAX xutenemn
MHbIX CYGBbEKTOB.

Hapsigy ¢ pocToM MaAeHYeCKoM CMEPTHOCTU HENb3s He
OTMETUTb POCT PeTONHOAHTUNbHBIX NOTEPD, AMHAMMUKA KOTO-
pbix NpeacTaBfieHa Ha puc. 1.

UccnepoBaHne deToMHaHTUAbHBIX MOTEPb BbIABU-
10 TEHAEHUMIO K CHUXKEHWIO HEBbIHAWMBaAHMA MpU pocTe
MEpPTBOPOKAAEMOCTU M NEpUHaTaIbHOM CMEPTHOCTH, COCTa-
BuBLWKX 123,8% no cpaBHeHuto ¢ 2018 r., yTto ABNSETCH
BblICOKOAOCTOBEPHbLIM (P < 0,01). AHanoruyHble TEHAEH-
LMK OTMeYeHbl B cybbekTax LleHTpanbHoro degepanbHo-
ro OoKpyra u ApxaHrenbckon obnacTtu. o MHeHuto akag.
A.A. bapaHoBa K1 coaBT., yKa3aHHbI GEHOMEH NMpPoMnCXoauT
3a CYET UCKYCCTBEHHOrO MepeBoja paHHeN HeoHaTaNlbHOM
CMEPTHOCTM B MEPTBOPOXKAaeMOCTb [4—T7].

Ewe oaHum daKTopoM pocTa MepTBOPOXKAAEMOCTH
ABNASETCH HEeJOCTaTOYHbIM YPOBEHb NpPeHaTanbHOW AMarHo-
CTUKM. [1pOBOANMbIV 6EpPEMEHHBIM NPU NMOCTAHOBKE Ha y4yeT
YyNbTPA3BYKOBOW CKPUHUHI ABAsSieTCS ManouHdopmaTms-
HbIM. CKa3blBaloTCa GaKTOPbl PpaHHMX CPOKOB 6GepeMeHHO-
CTU, HEJOCTATOYHOM KBanMduKauun cneynanmcToB, cnabas
paspellatolas cnocobHOCTb MEeAULMHCKOr0 060pyAOBaHMS.
[oBTOpHOE 06cnegoBaHue npoBoauTcs BO Il TpumecTpe,
Koraa 6epeMeHHast 0TKa3blBaeTcs OT NPoasieHnss 6epeMeH-
HOCTK, @ NpepbiBaHWe NPOTUBONOKa3aHo [8].

Ha cnepyowem atane npoBeAeHa OUEHKA COCTOSHUSA
3n0poBbs geten CaHkT-lNetepbypra Kak penpoayKTMBHOIO
noTeHuuana ropoaa. Ha puc. 2 npuBegeHa AMHamuKa 3a6o-
IeBAaEMOCTM Pa3fIMyHbIX BO3PACTHbIX TPYnM, BbiiBAEHHas
npv NPodUNaKTUHECKNX OCMOTpPaX.

MpeacTaBneHHble AaHHble CBUMAETENBbCTBYIOT O HEraTmB-
HblX TEHAEHUMAX: KaK NO BO3PacTHbIM rpynnam, Tak M no
rogaM HabnogeHWs OTMEeYeH JOCTOBEPHbIM POCT naToso-
rMyeckom Harpysku (p < 0,01) [9]. daHHaa cuTyaumsa pac-
LleHMBaETCa KaK He3aBeplUeHHas YacTb NPodUNaKTUYECKUX
OCMOTPOB, XOTS Jie4yebHOo-AnMarHocTmyeckas 1M peabunuta-
UMOHHaa 6a3za ansa aetert CaHkT-lNeTepbypra no3BoAAOT
NPOBECTU BECb HEOOXOAMMbIN KOMMIEKC 0340POBMUTENb-
HbIX MEPOMPUATUIA BMIOTb A0 CaHATOPHO-KYPOPTHOrO fieye-
Husa [10]. Pa6oTta TpebyeT MPOYHOrO KOHTaKTa C CeMben



Puc. 3. Bo3pacTHas AvHaMuKa cpeaHero ypoBHS GDU3nN4ecKoro
pas3BuTUa, %

Fig. 3. Age-related dynamics of average level of physical
development, %

15-17 net

10-14 net

5-9 net

0-4ropa

B CpepHuii ypoBeHb duanyeckoro passutus, Me

N y6eXKAEHHOCTU B JOCTUXEHUN addeKTa. [To-BUANMOMY, 3TH
aCneKTbl peannaytoTcs He B MNOMIHON Mepe.

NccnegoBaHne AMHAMUKKM UBMEHEHWUS CPEAHENO YPOBHS
duU3nyeckoro pas3BUTUS JeTer No BO3PaCTHbIM rpynnam,
pes3ynbraTbl KOTOPOro MpeacTaBfeHbl Ha puc. 3, NPOBEAEH-
Hoe no peKkomeHaauuam E.A. lMatepkoBon u coaBT. [11],
noKasano foctoBepHyto (p < 0,01) obpaTtHO nponopLmo-
HaNbHY0 OTpULATENbHYIO BO3PacTHYIO Koppensuuio. 3To
NoATBEPXKAAET BO3MOXHOEe GOPMMUPOBaHUE peTapaalyoH-
HbIX TEHOEHLNN.

CHUXKEHME POXKOAEMOCTM W YMEHbLUIEHWE KOMMYEeCcTBa
[ETCKOro HaceneHus NpaxkTUYeCcKM BCeraa ConpoBOXaaeTCs
pPOCTOM MoOKa3aTenen CMepPTHOCTU, 3a60/1IeBaeMOCTH, UHBA-
nMaHoCcTU M T.4. CBA3aH 3TOT GEHOMEH CO CTAaTUCTUYECKUM
pacyeToM MpU3HaKa Ha KOMMYECTBO HaceneHus. Yem ero
MeHblLe, TEM BhILIE yaeNbHbIM BEC NPU3HaKa. MccnegosaHue
pacnpoCcTPaHEeHHOCTU MHBAIMAHOCTU MO BO3PACTHbLIM TpyM-
nam BbISIBMO BbICOKYIO WMHPOPMATUBHOCTb, MOATBEPHKAA-
IOLLYIO POCT KaK Mo BO3PaCTHbIM rpynnam, Tak 1M no rogam.
JocToBepHble pasnnyms NosyyYeHbl Mo rogam uccieaoBaHums
BO BCex BO3pacTHbIx rpynnax (p < 0,01). Ocobbiin MHTepec
BbI3blBaeT M3y4YeHWe KonebaHui MnokasaTensd no rogam.
HusKkas poxgaemoctb B 2011 1 2022 rr. o6ycnosunia poct
nokasaTens PpacnpoCTPaHEHHOCTH, a BbICOKas pOXXAaeMOoCTb
2014 v 2018 rr. — ero cHuxeHue [12, 13].

Ha 3aBeplatowem aTane MccnefoBaHuWs MNpoBefeHa
OLleHKa PenpoayKTMBHOrO MnoTeHuMana B rpynne pgeten

Puc. 4. YpoBeHb 3a601€BaeMOCTH OPraHoB MOY€EMNONOBOW CUCTEMBI

y aetent 0—17 neT no nony u roaam uccnepoaxus (Ha 1000)

Fig. 4. Urogenital morbidity in children (0—17 years old) by gender
and study years (per 1000)

3abonesaeMocTb
Ha 1000 (aeBouykn)

3aboneBaemMocTb
Ha 1000 (Manbynkm) 81,2

OcmoTpeHo
(neBoukmn 0-17 net), %

OcMoTpeHOo

(Manbunkn 0-17 net), % 98,5

W 2020 2021 | 2022

0-17 net. OueHKa ocyulecTBagnacb no pesynbrataM MNpo-
GUNAKTUYECKUX OCMOTPOB, MPOBEAEHHbIX B COOTBETCTBUM
¢ npukasom MwuH3gpaBa Poccum ot 10 aBrycta 2017 T.
N2 514H «O lMopagke npoBeaeHUs NPOOUIAKTUYECKUX Meau-
LIMHCKMX OCMOTPOB HECOBEPLIEHHONETHUX» (C U3MEHEHMU-
AMU U gononHeHuamu). JaHHble npeactaBneHbl CM6 NBY3
«KOHCYNbTaTUBHO-AMArHoOCTUYECKMn  LeHTp  “lOBeHTa”
(penpoayKTMBHOE 340poBbe)». OCHOBHbIE pe3ynbTaTthl OTpa-
YXEHbl Ha puc. 4.

Mpy AoOCTAaTOYHO BLICOKOM MpOLEHTE 06CNef0BaHHbIX
OT yucna noanexawux obpawaer Ha cebs BHUMaHWe cTa-
OWNbHOCTb YPOBHA BbISBASEMOW natofornu. O4eBUAHO, YTO
rpynna 0—17 net 9sBNseTCa KpanHe reteporeHHon B BO3pacT-
HOM, NOMOBOM M NATONOrM4YecKoM acrnektax. Ecnmn go 10 net
OCHOBHbIMK SIBASIIOTCA aHOMaNMKM Pa3BUTUSA, IHAOKPUHHASA
naTtonorus 1 BocnanuteNbHble 3a6oneBaHnss MOYENon0BON
codepsbl, TO Nocne yKka3aHHOro Bo3pacTta NpeBanvpyeTt naTono-
rMs penpoayKTMBHon cuctemol [14]. OCHOBHbIe Knacchbl 3a60-
NleBaHMM y Malib4MKOB M AeBOYEK NpeacTaB/eHbl B Tabn. 3.

MpuBeaeHHble AaHHble CBUAETENbCTBYIOT 06 abConoT-
HOM MpPEeBaIMPOBaHMUU PACCTPOMCTB MEHCTpyasbHOM YHK-
LMW Y AEBOYEK HaJ BCEMM APYrMMM KnaccaMm NaTonormm Kak
y AEBOYEK, TaK K ManbynKkoB (p < 0,001). Cpean Manb4ymMKoB
6onee paBHOMEPHOE pacnpefeneHne Mexay Bocnaautenb-
HbIMUW 3a60/1€BaHUAMW M aHOMAUAMK PA3BUTUS MOYENOSIO-
BOW cucTembl. Kaxkabiv M3 NpUBEAEHHbIX KnaccoB 3aboneBa-
HUW MOXKET 6bITb NPUYMHOM pa3BuTUa 6ecnnoauns [15].

Ta6nuua 3. YactoTa BbIIBNEHMS pa3IMYHOM NATONOMMKU PENPOAYKTMBHOM chepbl y AeBoYEK U ManbynkoB O—17 net (2022 r.)
Table 3. Incidence of various reproductive system pathologies in girls and boys (0—-17 years old) (2022)

1 HapylweHusa puTma 1 xapaKktepa MeHCTpyaummn 72,0% 1 M36bITOYHAs KpalHsaa nnoTb, GMMo3 28,9%
© | (N91-93,94.3-94.6) (1) " | nnapadpumos (N47) (1)
BocnanutenbHble 3a60n1eBaHUs BY/bBbI 15,3% 23,1%
2. w Bnaranuua (N75-77) ) 2. | Bapukouene (186.1) 2
3 HeBocnanutenbHble 60/1E€3HU EHCKUX 8,3% 3 [pyrue 601e3H1 NONOBOrO YleHa — 14,1%
’ nonoBbIx opraHoB (N80-98) (3) " | nerkonnakus, 6anaHonocTut, 6anaHuT u ap. (N48) 3)
4 BonesHn MonoyHoM Kenesbl 3,0% 4 lapoLene u cnepmatoLene (N43) 11,05%
" | (N60-64, C50, D24) @) o R PMaTou @)
5 Mpoure 1,4% 5 LMCTUTbI, AUCHYHKLIMA MOYEBOIro Ny3bips, 4,4%
’ P (5) " | apyrve nopaxenus modeBoro nysbips (N30-33) (5)
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OBCYXAEHME

Mpopomkas AMCKyccuio no npobnemam gemorpaduu:
Hamu oTMedyeHo Hanunyue B CaHkT-leTepbypre Bcex oblie-
POCCUWCKNUX HEraTMBHbIX TEHAEHUMN. ECNM NacCUBHO OXKK-
[aTb €CTECTBEHHOro0 POCTa POXKAAEMOCTH, TO 3ITOT PeHo-
MEH MOXET MPOU3ONTU TONbKO K cepeanHe 30-40-x rr.,
TaK KaK MUK POXJaeMoCTW B ropoje oTmedancs B nepuosa
2011-2018rr., a cpeaHnit BO3pacT NepBOpOAsLLIEN COCTaB-
naet nopsgka 24 net [14]. Ucxoas u3 atoro, MNpesnaeHTom
n MpaButenbctBoM Poccuickon depepaumm UHULMMPOBAHbI
NpPorpaMmbl, MPOEKTbl 3aKOHOB MO MOAAEPKKE MHOTOAETHbIX
cemMen, MonoabIX CneunanncToB, ibFOTHas UMNOTEKA U MHOIO
OPYrux MHuumaTtue. focygapctBeHHOM [ymon pa3paboTaHbl
3aKOHbl N0 coLManbHOM NoAAEPKKE ceMen ydacTHUMKoB CBO.

OpraHamMu UCNoOSIHUTENbHON BNAcTU CyObEKTOB peannay-
OTCA MNaHbl N0 MOAEPHU3ALMN MEOULMHCKUX YYpEexaeHUNn,
OCHALLEHUIO UX COBPEMEHHbBIM MEAULIMHCKUM 060pyAOBaHM-
€eM 1 Kagpamu. BmecTte ¢ Tem npu TakoM BHUMaHUK cneaoBa-
110 OXXmaaTb 60NbLIEN OTAAYM OT NMpeHaTaibHOW ANarHOCTUKK,
aucnaHcepusaumm 6epeMeHHblX, 1eYeHns U peabunutaumm
[eTeN ¢ yCTaHOBAEHHbIMU AMarHo3aMu Ha NPOPUIAKTUHECKNX
ocmoTpax [16]. Yenex B aToM paboTe AOMKHbI 06eCneynTb:
® yyacTue poauTenen Ha npeaBapuTenbHbIX 3Tanax;
® KCMNONb30BaHWE aBTOMATU3MPOBAHHbIX CUCTEM CKPUHWMH-

roOBOW ANArHOCTUKK;
® pa3sbsCHEHME POAUTENSAM MNIaHOB Aa/IbHENLIErO NeYeHuns

M 0340POBNIEHNS KOHKPETHOro pebeHKka [17].

Oco60ro BHUMaHWA 3aciyXnBaeT oOxpaHa 340pO0BbS
[eTer, U B 4aCTHOCTM HPaBCTBEHHO-MO/IOBOE BOCMUTaHWe
[18, 19]. bnarogapsi NpPOCBETUTENbCKON AEATENbHOCTU
24 MONOAEXHbIX KOHCY/bTalMi, OpraHM30BaHHbIX B agMu-
HUCTPATUBHbIX pPanOHax ropofa, BOSIOHTEPCKOMY ABUXKeE-
HWIO 3HAYUTENbHO CHU3UIUCb KOMMYECTBO abOPTOB Y IOHbIX
n 3aboneBaemMoCTb MHPEKLMUSMM, Nepeaalommmuca noso-
BbIM NyTEM, 4TO SiBAseTCA npodunaktnkom 6ecnnogns [20].

3AKJ/IIOMEHUE

MopaHsATbIe B cTaTbe NpobnemMbl He MMEKT OAHO3HAYHOro
pelweHns n TpebyloT MyIbTUMOAANBHOIrO MOAXOoA4a: BOCMU-
TaHUS Yy HaceneHnss 6epexHoOro OTHOWEHUS K CBOEMY 3/0-
pPOBblO, Pa3BUTUSA MOTPEOHOCTU B 3aHATUAX (PUIKYNbLTYPOWM
M CNOPTOM, NPaBUbHOM MUTAHWK, BbINONHEHWUS PEKOMEHa-
UMM cneunanmcToB, NpoBeaeHns npobunakTMyecKkmx Mepo-
NPUATUI U BaKLMHONPODUNAKTUKN.
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N3mMeHeHue o6bemMa U NHeBMaTU3aLuu
Nerkux y AeTev B paHHeM nepuoje

nocJjie XMpypru4eCcKou KOppeKLLUU TAXKeNoro
HEeMpPOMbILLEYHOIro CK0OJIN03a, OC/I0XKHEHHOro
AbiXaTe/IbHOU He0CTAaTOYHOCTbIO:
KOropTHoe uccnegoBaHue
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O6ocHoBaHMe. BransiHue xupypriudeckon Koppekumnn gecdopmanmm no3BOHOYHUKE y AETEHN C TSHKEIbIM HENPOMbILLIEYHbIM CKO-
mo3om (HMC) Ha QyHKLUMIO IEFKUX ocTaeTcsl Hem3y4eHHbIM. Lenb uccnegoBaHmsa — 13y4uTb JMHAMUKYy 06bemMa U CTPYKTYPbI
MHEBMaTU3aUmMKn IErKUX Yy AETeN Mocse XMPYPrudyecKom KOPPEKUMN TSXKEbIX HEMPOMBILLEYHbIX AJedopMaLmii MO3BOHOYHUKA,
OCJ/I0’KHEHHBbIX AblXaTe/bHbIMU HapyLueHnsaMu. MeTogbl. PETpOCneKTMBHO M3y4eHbl KOMMbIOTEPHbIE TOMOrpaMmbl 1erkmnx 5 geten
¢ npaBocTopoHHuM HMC IV ctenenm (> 50° no Cobb) n pyHKUMOHEbHBIMUY HAPYLLUEHNSMU AbIXaHUS ((KM3HEHHas EMKOCTb JIEMKUX
< 30% OT JOKHOIO 10 AaHHbIM CIIMPOMETPUU U/ NN KITMHUYECKUE MPU3HAKM AbiXaTe/IbHOM HeAOCTaTOYHOCTH). C MCrnoib30Ba-
HUEM AaHHbIX MOCTIPOLECCUHIOBON 06pabOTKM M306PaXKeHUH KOMMbIOTEPHON TOMOrpadumn rpyaHoro otgena no3BOHOYHUKA
onpeaeneHbl 06beMbI NPaBOro n 1€BOro JI€rkux, UX OTHOLIEHUE (MHAEKC aCUMMETPUK), MoKal3aTen CTPYKTYPHOIro pacrpeje-
JIEHMS MJIOTHOCTU TKAHWU KaXKAoro IErKoro (B npoLeHTax K obujemMy ob6bemy) 40 (He paHee 2 mec) v nocne (He nosgHee 3 mec)
ornepaTuBHOMN KOPPEKLUMU CKOMO3a. Pe3yabTaTtbl. Y Bcex geTen 40 onepaumm o6bemM 060UX ErKux Obll HUXE pepepeHCHbIX
3Ha4YeHui (340poBble CBEPCTHUKM). [Tociie KoppeKumn JegopmaLimm Nno3BOHOYHUKa (BE/IMYMHA CKOJIMOTUYECKOM AedopmMaLimm
cHM3nnack (MeamaHa) ¢ 94 go 68°) o6bem npaBoro serkoro yseanymacs Ha 11% (aumana3oH ot —6,4 go 40,6%), neBoro —
Ha 41% (o1 22,5 o 90%) ¢ npubamxeHnem UHaeKca acMMMETPUM K pepePEeHCHbIM 3HaYeHMM /19 COOTBETCTBYIOLLErO BO3pac-
Ta. 06beM 30H HOpMasIbHOM BEHTUASIUMK yBean4uacs crnpasa ¢ 30 go 50%, cneBa — ¢ 41 o 55% npenmyiecTtBeHHO 3a CHET
CHUXEHMS 06bemMa 30H MMNOBEHTUIALMM, HO HE aTesleKTada M dMPu3eMbl. 3aKaodeHne. Xupyprudeckas Koppekums gepop-
MaLmm No3BoHOYHUKa y aeten ¢ HMC IV cteneHu, 0C/I0HEHHbIM AblXxaTe/lbHON HEAO0CTAaTOYHOCTbIO, NPMBENa K HopMann3aumm
06bEMHO-M/IOTHOCTHbIX XapaKTePUCTUK JIETKUX yXKE B PaHHEM 10C/1€0MepaLMOHHOM NMepuoje.

Knro4eBbie cnoBa: 06bEM JIEFKOro, KOMIbIOTEPHAs TOMOrpaus, HENPOMbILLIEYHbIM CKOJIN03, CUHAPOM ToOpaKalbHON HEAO-
CTaToO4YHOCTH, AETU

Ana yntupoBaHus: MakapoBa A.B., AnbwaoBa M.A., Macnak 0.C., MywkuH A.1O. U3meHeHne ob6bemMa 1 NHeBMaTM3aumu
NIErKKX y AEeTEN B paHHEM Mepuoje Nocne XMpyprmyecKomn KoppeKLmUmn TAHKEN0ro HEMPOMbILEYHOrO CKOMO3a, OC/TIOKHEHHO-
ro AblxaTe/lbHOM HeA0CTaTOYHOCTbIO: KOrOPTHOE UccneaoBaHue. Bonpockl coBpemeHHon neagnatpun. 2024;23(3):174-180.

doi: https://doi.org/10.15690/vsp.v23i3.2766

OBOCHOBAHME LIMOHHbIE) — COMPOBOXAAKTCA Nporpeccupyrowmmmn gedop-
HenpoMmbIleYHbIM CKONMO3 (CUH.: HEPBHO-MbILLEYHbIV MaLMaMK NO3BOHOYHMKA € YacToTon oT 16 fo 100% [1]. Mpwm
ckonnos, HMC; aHrn. neuromuscular scoliosis) — 3a60- LuepebpanbHOM napannye — Haubosee 4acToM BapuaHTe

NneBaHue, BbI3BaHHOE MHOMOMIOCKOCTHbIMU AedopMaLmamm
NMO3BOHOYHUKA, ABNSAIOLWMMUCA OPTONEANYECKUMU OCNOMKHE-
HUAMU BPOXIAEHHbIX FEHETUYECKMX U NMPUOBPETEHHbIX NaTo-
NIOrvI, NPOTEKAIOWMX «C HapyLWeHWeM NPOBeLEeHUS HEPBHOIO
MMMynbca no HEPBHOMY BOMIOKHY IGO0 <...> HEMPOMbILLEYHON
nepegayun» [1]. PacnpocTpaHeHHOCTb YKa3aHHbIX 3abofieBa-
HWW coctaBnseT 1 cnydan Ha 3—3,5 TbIC. HaceNneHuns, HO NMNLb
CeMb U3 HUX — LiepebpanbHbli napanuy, NOIMOMUENNT, aTaK-
cua Ppuaperixa, cnnHanbHasa MbllleyHas aTpodus, MMonaTus
[JloweHHa, Mruenogucniasus 1 CTonkue Muenonatmm pasnuy-
HOro reHesa (nNpexae Bcero noctrpaBmaTU4yecKknue U UHOEK-

HEeMpoMbILWEYHbIX 3aboneBaHni y aeten — pacnpocTpaHeH-
HOCTb CKOJIMOTMYECKOW AedopmaLmu, Tpebylollen KoHcep-
BaTUBHOIO MW XMPYPrM4ecKoro nevexus, gocturaet 50% [2].

MoparkeHune fbixaTeIbHOM CUCTEMDI MPU TXENbIX dopmax
HMC — ofHa 13 BefyLimx Npobaem, onpesensiowmx nporHo3
M KayeCTBO XWM3HW TaKux nauueHToB. HapylweHua Apixa-
TeNlbHOW GYHKLUMKM BO3HWKAIOT BCMEACTBUME HeOOoCTaTO4YHOM
BEHTUNALMKU NErKMX U3-3a CnabocTu WM aCUMMETPUYHON
pabOoThl MbILWL, U YCYryONsOTCA CHUKEHNEM DYHKLMOHANbHO-
ro o6bema nerkmMx n3-3a CKoaMo3a u gedbopmaunn rpyaHomn
KneTku [3, 4]. Koppekuus gedopmalMn No3BOHOYHUKA 3a



CYET HEMPSIMOro yBeNnYeHns 06beMOB reMUTOPAKCOB AOMKHA
BOCCTaHaBNIMBaTb MEXaHUKY AblxaHusa [4, 5], oAHAaKO UCXOAHO
HU3KKe GYHKLUMOHaNbHbIE MOKa3aTeNM AblXaTebHOW CUCTEMBI
3a4yacTylo pacLeHMBalOTCH KaK MPOTMBOMOKa3aHus K one-
pauumn [6]. Takum 06pa3om, TeCTUpPOBaHUE QYHKLIMK NErKux
y nauueHToB ¢ nporpeccupytowmnm HMC saBnsetca Heobxo-
OMMbIM BBWMAY BbICOKOTO PUCKa AAUTENbHOM WCKYCCTBEHHOWM
BEHTUNALMKN IETKUX Nocne onepauunn [6-8].

OCHOBHbIMW HeAoCTaTKaMK CTaHAapTHbIX GYHKLMOHAb-
HbIX [blXaTeNbHbIX TECTOB Yy AeTen ¢ Taxenbim HMC aBnseTtca
Heo6X0AMMOCTb @KTMBHOIO COTPYAHWYECTBA MNaLMEHTa, YTO
MOXeET OblTb 3aTPyAHEHO B CWy BoO3pacTa M MeHTaNlbHbIX
HapyweHu [9], a TaKKe WX HWM3Kas MHPOPMaTUBHOCTb A/1S
OLEHKM COCTOSIHWSI BEHTUAALMOHHON QYHKLIMM NErKUX BChes-
CTBME acMMMETPUK NOCNeaHMX Ha doHe aedopmaLMK rpyaHOM
KneTkn [10-12]. B Takux cuTyaumsax HeobxoamMma KOMMNEKC-
Hasi OLleHKa COCTOSHWUS BEHTUASLIMOHHbLIX HapPYLUEHWUI NErKux
C WCNONb30BaHMEM CpeAcTB Buadyanuzauuu. 06 ux npume-
HEHUW Yy OeTen C MAMOMATUYECKMM CKOIMO30M COo06LLanoch
paHee [13, 14], Toraa Kak nHdopmaLmm 06 OLEHKE NMHEBMATH-
3aumu nerkux npn HMC Ham o6Hapy»Ku1Tb He yaanock. Ha Haw
B3NS4, UMEHHO AJ19 3TOM NaToNorMu Ny4YeBble MeToabl MOryT
BbICTYNaTb anbTepHaTUBOM GYHKLMOHaNbHbIM, TeM 6onee
4TO KOMMbloTepHas Tomorpadus (KT) rpyaqHON KNETKU BXOAUT
B CTaHAapT o6cnefoBaHWi MAaHUMpyeMbIX Ha onepaTtuBHOe
NneyeHne naumeHToB ¢ gedopmMaLMsiMm NO3BOHOYHMKA.

Llenb uccnegoBaHus

N3y4ynTb AMHaAMWKY 06beMa U CTPYKTypbl MHEBMATU3aLMK
NIETKUX Y [eTen nocne XMpYypruyeckom KOPPEKLUKU TAaesbIX
HeMpoMmbILLEYHbIX AedopMaLin MO3BOHOYHMKA, OCOXHEHHbIX
AblXaTeNbHbIMW HapYyLIEHUSMU.

METOAbI
[Aun3aiiH uccnepoBaHus
PeTpocneKTMBHOE KOropTHOE UccneaoBaHue.

YcnoBus npoBeAeHUs UcciefoBaHus

B uccnegoBaHue BKAOYaANM AaHHble [OeTew, onepwu-
poBaHHbIX B nepuog ¢ aHBaps 2021 no aexkabpb 2023 T.
no nosogy Tsaxenoro HMC B CaHKT-lleTepbyprckoM Hayy-
HO-uUccnegoBaTenbCKOM  MHCTUTyTEe (HUWN)  dTmamonynb-
MoHonorun (CaHkr-lMetepbypr) u locnutane 3nb AGUAKMH
(Kap6ana, Upak).

Kputepuu cooTBeTcTBUA
Kputepun Brkao4eHms:

e Bo3pacT Ao 17 ner;

e HMC IV cTeneHu ¢ rpyoHov unv rpyaonosiCHUYHOW Oyrow,
npesbiwatouer 50° no yriny Cobb’a;

e  (GyHKUMOHaNbHble HapYLWEeHUa [AbiXxaHus (KU3HEeHHas
eMKoCTb nerkmnx < 30% OoT AO0/MKHOro (NP1 BO3MOXKHOCTU
NpOBeAEHUS CMUPOMETPUU) UAN HaNNUYMe KIUMHUYECKMX
NMPU3HAKOB [blXaTe/bHON HEeA0CTaTO4YHOCTM — KMCIOpO-
[03aBMCUMOCTb, MapajoKcanbHOE AblXaHWe, OTCYTCTBUE
TONEPAHTHOCTM K HarpysKe);

® [poBeAeHME KOPPUrMpyloLleh onepauun Ha no3BoO-
HOYHMKE;

e Hannyme KT NO3BOHOYHMKA W TPYOHOW KNETKKU, NpoBe-
[IEHHON He paHee 2 MeC A0 M He nosgHee 3 Mec nocne
onepaunn. CpoK npeponepaunoHHOro WUccneaoBaHus
(nepnoa o 2 mec) B Cankt-lNetepbyprckom HUN dtrnano-
Ny1bMOHONOMMK onpeaeneH agMUHUCTPATUBHbLIM peLle-
Huem, B locnutane Anb A6uanMH KT TpaguuuoHHO npo-
BOAAT HeENocpeacTBEHHO nepen onepauven. U B ToMm,
1 B apyrom cnydae KT npoBoaunu ans pacyeta Tpaexktopum
BMHTOBOIO MyTW OTHOCUTENIbHO KOPHEW Ayr MO3BOHKOB,
pa3mepbl KOTOPbIX M3MEHSIOTCH Ha HECKONbKO MWAMU-
METPOB Ha MPOTAXKEHUW BCEro nepuoaa pocta pebeHka.
Cpok 0 3 Mec nocne onepauun COOTBETCTBYET paHHEMY
nocneonepaLmMoHHOMY nepuody, OnNpeaeneHHoOMY C y4e-
TOM GYHKLUMOHabHOr0 BOCCTAHOBNAEHMWS MALMEHTOB Nocne
PEKOHCTPYKLIMIA MO3BOHOYHMKa [15].
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Lung Volume and Pneumatization Changes in Children in Early
Post-Surgical Period After Correction of Severe Neuromuscular
Scoliosis Complicated with Respiratory Failure: Cohort Study

Background. The effect of spinal deformity surgical correction in children with severe neuromuscular scoliosis (NMS) on lung function
remains unexplored. Objective. The aim of the study is to — to survey the dynamics of volume and structure of lungs pneumatization
in children after surgical correction of severe neuromuscular deformities of the spine complicated by respiratory disorders.
Methods. CT scans of lungs from 5 children with right-sided NMS, grade IV (Cobb angle > 50°) and functional respiratory disorders
(lung capacity < 30% of normal value according to spirometry data and/or clinical signs of respiratory failure) were retrospectively
studied. Right and left lungs volumes, their ratio (asymmetry index), indicators of distribution of tissue density of each lung
(as a percentage of total volume) before (not earlier than 2 months) and after (not later than 3 months) surgical correction of
scoliosis were determined via the data processing from CT scans of the thoracic spine. Results. All children had both lung volumes
below reference values (healthy peers) before surgery. The right lung volume increased by 11% (6.4-40.6%), the left lung — by 41%
(22.5-90%) with the asymmetry index approaching the reference values for the corresponding age after correction of spinal deformity
(the value of scoliotic deformity decreased (median) from 94 to 68°). The volume of normal ventilation zones increased from 30 to
50% on the right side, and from 41 to 55% on the left side, primarily due to decrease in the volume of hypoventilation zones, but not
atelectasis and emphysema. Conclusion. Surgical correction of spinal deformity in children with NMS, grade IV, complicated with
respiratory failure led to normalization of lungs volume and tissue density characteristics already in the early postoperative period.
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Kputepumn HeBK/IlOYEHHUS:

e onepauuu Ha NO3BOHOYHWUKE W FPYAHOM KNETKE B aHAMHES3E;

e BoOCNanuTe/NbHble W3MEHEHUs, aHOMaluK pPasBUTUA
1 Nofo3peHne Ha 06beMHble 06pa30BaHUS NETKUX U cpe-
JI0CTEeHUS;

® XapaKTepHble AN AeTCKOro Bo3pacTa MNporpeaveHTHO
TEKylMe MMuonaTtMyeckne HenpomblleyHble 3aboneBa-
HUS — CMNWHaNbHasa Mbllle4yHasa aTtpodua M MuonaTus
[loweHHa.

UHCcTpyMeHTanbHan Koppekuua aepopvanum

NO3BOHOYHUKA

Y4uTbiBasi UCXOAHYIO TSXKECTb COCTOSIHMSI, COOTBETCTBYIO-
Wyl Kiaccy GU3MonorMyeckoro cratyca nauueHtoB ASA IV
(knaccudukauma AMepUKaHCKOro obliectBa aHecTe3nosno-
roB) [16], npoBeaeHWe cTaHAAPTHOM MNPOTAXKEHHOW MHOrO-
OMOPHOW 3aHEN MHCTPYMEHTaNbHOM PUKCALIMM NO3BOHOYHUKA
paccMaTpMBasoch KaK CBA3aHHOE C BbICOKMMW aHECTE3MO0-
FTMYECKUMU W NepuonepaLmoHHbIMKU pUcKaMu. [ns cokpalle-
HWS BPEMEHU M TPAaBMATUYHOCTK OnepaLmmn Koppexkuus aedop-
MaLMK OCyLLLECTBIEHA C YCTAHOBKOWM OrpaHnyeHHoro (o1 2 ao 4)
KO/IMYecTBa OMOPHbIX 3/IEMEHTOB Ha KpaHuanbHoM (oT Thil
0o Th5) n KayganbHoMm (0T L2 ao S1) KOHLax CKOMMOTUYECKOM
ayru. Bce TpaHcneauKynspHble BWHTbI yCTaHaBAMBANM TOSb-
KO MO BOrHYTOW CTOPOHE; B ABYX C/y4yasix BEPXHWUW OMOPHbIN
610K GOPMUPOBANN HE TONbKO Ha BEPXHErPYAHbIX MO3BOHKAX,
HO ¥ Ha BEPXHWUX pebpax, UCNoMb3ys KPIOYKOBble 3axBaThbl MO
TMNY «KNewWHu». He ckenetupys NO3BOHOYHUK Ha MPOTSAKEHMM,
NoA MblWLAMKW MPOBOAMAN [Ba CTEPKHS, KOTOpble ycTaHaB-
MBaNM B KpaHWalbHble M KaygajbHble OMOPHbIE 3EMEHTI.
[py oceBoW AMCTpPaKLMW BM3yasbHO OTMEYanu UcrnpaBieHne
nedbopmaLmm NO3BOHOYHMKA, @ MPU NOSBIEHUW HaNPSKeHUs
KOHCTPYKLMK — CTaBUAn3npoBanu (MpUHLMN MHCTPYMEHTaLLMK
MOJIHOCTbIO aHaNoOrM4yeH KOHCTPYKLMAM “spine-spine” u “spine-
rib”, UICNOb3YyEMbIM B XMPYPIrUK paHHMUX CKONMo30B [17-19]).
Bce onepaumun npoBeaeHbl OAHUM XMPYPIrOM CO CTaXKeM XMpyp-
rMu No3BOHO4YHMKa 6onee 35 neT (A.H0. MyLUKWHbIM).

Bcem nauueHTam B paHHeM nocneonepawlyoHHOM Nepuo-
[le B yCNI0BUAX OTAENEHNA MHTEHCUBHOWM Tepanuun NpoBoAnIach
pecnupatopHas MNOAAEPIKKa B peXuMMe NPOANEHHOW WCKyC-
CTBEHHOM BEHTUASALMK NNIETKMX C NOCAEeayoWMM NEPEBOAOM Ha
BCMOMOraTe/ibHble PEXMMbI 10 NepeBoja Ha CaMOCTOSTE b-
Hoe AbixaHue. CpeaHss ANUTENbHOCTb HAaXOXAeHUs B OTaene-
HUW MHTEHCUBHOWM Tepanuu coctaBuna 5 cyT (0T 3 oo 7 cyr).

MpeponepaLMoHHas NOAroToBKa, TEXHMKa onepaLmm n nocne-
onepaLMoHHOe BeeHne 60MbHbIX B Y4acTBYIOWMX B UCCneaoBa-
HUK KITMHUYECKMX LLEHTPaX CYLLECTBEHHO HE Pasnnyanuchb.

LleneBble noKasaTenun UccriefoBaHus

M3MeHeHre 06beMOB MPaBOro M 1IEBOIO JIETKUX, MHAEKCa
acMMMETPUHM (OTHOLLIEHWSI 0GbeMa NPaBOro JIErKOro K 1eBOMY)
W pacnpeaeneHns NIoTHOCTU TKaHW KaK[oro NEerkoro rnocne
MHCTPYMEHTaNIbHOM KOpPeKLUMU AedpopMaLiMi NMo3BOHOYHUKA
B CPABHEHWU C UCXOAHLIMM (10 OnepaLmn) 3HaYEHUIMMU.

MeToabl u3amepeHus yeneBbiX NoKa3atenen

[ns onpegeneHnss obbemMa M CTENEHW MHEBMaTU3aLMK
NEerknx Wcnonb3oBaHa nocTnpoueccuHroBas o6paboTka
KT-n306paxeHnin NO3BOHOYHUKA U TPYAHOM KNETKK, NOJSTy4EH-
HbIX MPY 06CNeaoBaHMM 40 (He paHee 2 Mec) M Noc/e onepaunm
(He no3aHee 3 mec). O6paboTka KT-n3o6pakeHui (BbINoAHEHA
0.C. Macnak) npoBefeHa Ha cTaHLmu Vitrea ¢ NOMOLLbIO NaKe-
Ta nporpamm Lung Density Analysis (Canon, finoHus), npea-
ycTaHoBfieHHOM Ha Tomorpade Toshiba Aquilion One (Toshiba,
AnoHus). NporpaMmma aBTOMaTUYECKU UAEHTUOULMPYET rpa-
HULLbI IErKKX (NPWU BblPaKeHHOM aedbopMaLun uccneaoBatenb
MMeET BO3MOXHOCTb JONOSIHUTb €€ PYYHON KOPPEKLNEN), pas-
JIefIbHO OLleHMBAaET 06bEMbI MPABOro 1 NEBOIO NErKux (B8 Mn3),
a TaKe Ha OCHOBaHWM MoKasaTenew MNNOTHOCTU Nero4Howm
napeHxuMbl — WX MHEBMAaTWU3aLMio C NPOBEAEHWEM LIBETO-
BOMO M UMPPOBOro KapTMpOBaHMS B MNPOLEHTax K 06bemy
NIErKOro: HOpMasibHOW NMHEBMaTU3aLMK COOTBETCTBYET 3ene-
HbIV LBET (MIOTHOCTb NapeHxmMMbl oT —720 o —950 eanHuL,
XayHcodunga (HU)); amdurseme — KpacHbIM LBET (MJIOTHOCTb
oT —1024 po -950 HU); runoBeHTUNAUMM — CUHWUW LBET
(nnotHocTb oT —720 pgo —500 HU); atenektady — rony6on
(nnotHocTb MeHee —500 HU) (cM. pUCYHOK).

[Mpun oLeHKe 06BEMOB JIErKMX U BbIPAXKEHHOCTU MX acuM-
MEeTpUMM OO0 W Nocne onepauun B KadvecTBe pedepeHCHbIX
MCMONb30BaNU 3HA4YeHUs, MONyYeHHble paHee y 3[40POBbIX
[ieTen pasHoro Bo3pacrta (1abn. 1) [20].

CTtaTucTHMYecKue npoueaypbl

MpuHUKNbI pac4yeTa pa3mepa BbIOOPKH

HeobxoanMblii pa3mep BbIGOPKM Ha 3aTane niaHnpoBaHUS
nccnefoBaHUs He pacCcuHuTbiBanM BBWMAY Mafioro KosiuyectBa
GONbHbIX C TAKENbIMW HENWPOMbIWEYHbIMK  fedopMaLnsimMu
MO3BOHOYHMWKA, OCIOKHEHHBIMU AbIXaTeNbHbIMU HaPYLIEHWUSMMU.

CTaTtucTu4ecKue metozbl

AHanu3 [aHHbIX MpoBedeH C WMCMNOoNb30BaHWEM MakeTa
cTatuctTyeckmx nporpamm IBM SPSS Statistica, Bepcua 22.0
(IBM, CLLA). OnncaHne KonnyecTBEHHbIX MPU3HAKOB BbINOJHE-
HO C YyKa3aHWeM meaunaHbl (25-ro; 75-ro nepueHTUnewn), a Takxe
[avanasoHa 3Ha4yeHun (min, max). AHann3 pasnn4yuim B CBA3aH-

PucyHoK. Mpumepbl aHannsa KT-n3obpaxeHni nerkux B nporpamme Lung Density Analysis y AeTei ¢ HepoMbILLEYHbIM CKOTMO30M
Figure. Lung CT scans examples of children with neuromuscular scoliosis (Lung Density Analysis program)

lMpumeyarne. MpeactaBneHbl 3D-M306paxKeHuUs1, oTparkalolwmne NHeBMaTU3aLMIO erkux. 3eneHblM LBETOM 0603HaYeHa HopMasbHas
NHEBMaTU3aLMa NapeHXxMMbl ¢ NIOTHOCTbIO OT —720 o —950 HU, cMHUI LBET (OTMEYEH CTpeNiKaMu) OTpaXKaeT rMNOBEHTUNSALMIO C MNOTHOCTbIO

ot —720 o -500 HU.

Note. 3D images reflecting lungs pneumatization are presented. Green color indicates normal parenchyma pneumatization with a density
from —720 to —950 HU, blue color ( shown with arrows) indicates hypoventilation with a density from —720 to —500 HU.



Ta6nuuya 1. O6beMbl lerkux (min-max) y 340poBbIX AeTel pa3Horo Bo3pacra

Table 1. Lung volumes (min-max) in healthy children of different age

06Bbem nerkoro, i3
Bospact UHAEeKec acummeTpumn
MNMpaBoe JNleBoe
<3 net 155-486 135-385 1,15-1,26
4-7 net 319-1219 270-1119 1,09-1,18
8-12 net 687-2703 573-2384 1,13-1,20
= 13 net 1144-3689 1021-3228 1,12-1,14

MpumevaHne. NHAEKC aCUMMETPUM — OTHOLWEHWEe o6bema MpPaBoro Jerkoro K neBomy. PacyeT 06beMHbIX NoKa3aTesnen BbiNOAHEH nocne

BK/IIOYEHUS B Kaylo BO3pacTHyto rpynny 25 HabnioaeHun.

Note. Asymmetry index is the ratio of the right lung volume to the left. Volumetric parameters were calculated after inclusion of 25 observations

in each age group.

HbIX BbIGOPKax (3Ha4YeHMss NoKasaTtens A0 M nocie onepauun)
npoBeAeH C WMCMONb30BaHUEM KpuTepus BunkokcoHa. [ons
30H TMNO- U HOPMOBEHTUNSALMM MPEACTaBNeHa B NpPoLEeHTax
OTHOCUTENbHO 06LLEro o6bema Kaxaoro nerkoro.

9THuyecKan aKcnepTusa

Bce KT-n3o06parkeHns No3BOHOYHMKA M NIETKUX NaLMEHTOB
nosnyyeHbl Mocne noanucaHus poauTensamu MHGOPMUPOBaH-
HOro A06POBO/ILHOrO cornacus Ha obcnegoBaHMe U fledeHne
JETew, a TaKKe UCMOoNb30BaHME NOJTyYEHHbIX JaHHbIX B HAYYHbIX
uensax. CogeprkaHne ¢opmbl MHOOPMUPOBAHHOIO COrnacus
W npoueaypbl ero NoslydeHuss B y4acTBOBABLUMX B UCCNeA0Ba-
HUW KIMHWYECKMX LEHTPAX CYLLECTBEHHO He pa3nuyanuch. Mpu
paboTe ¢ MeAULMHCKOW [JOKYMEHTaLmen nepcoHanbHble AaH-
Hble, 3a UCKNOYeHeM MHPOPMaLIMM O BO3pacTe v nose nauu-
eHTa, ANs Lenen uccnefoBaHua He Mcnonb3oBanu. [NpoTokon
ncecneaoBaHms B 3TMHECKOM KOMUTETE HE paccMaTpuBaliu.

PE3YJIbTATbI

dopmupoBaHue BbIGOPKU UCCNef0BaHUA

B nepuoa nccnegoBaHus B y4acTBYOLWME B UCCEA0BaHMM
K/IMHUYECKME LEHTPbl Obln rocnuTann3vpoBaHbl 5 geten
¢ HMC IV cteneHn ¢ rpygHOW WAu rpyaonosicCHUYHOM Ayrown
= 50° no yrny Cobb’a, a Take ¢ GYHKUMOHANbHbIMU Hapy-

LEeHMaMU AblxaHus. Bcem nauneHTam npoBegeHa MHCTPYMEH-
TanbHas Koppekuus gedopmMauum NO3BOHOYHMKA. Bo Bcex
cnyyasix umenncb KT-n3obparkeHus, BbINOJHEHHbIE A0 W Nocne
onepauuun. B CaHkTt-lNetepbyprckom HUMU dTranmonynbmMoHo-
JIOrMK BbINOSIHEHO 2 onepauuu, B focnutane 3nb AbmanH — 3.

XapaKTepuUCTUKU BbIGOPKU UCCNIeA0BaHUSA

YeTbipe nauueHTa 6bl1M ¢ AETCKUM LiepebpanbHbiM napa-
nnyom (tabn. 2, NeN2 1, 2, 4, 5); oamH (N 3) — ¢ nocneacTeu-
MW NEepPeHeCceHHOro B paHHEM BO3pacTe reMopparMyecKkoro
CMMHaNbHOIO MHCYNbTa Ha YPOBHE LIENHOr0 YTONWEHWS CMINH-
Horo moara. MauuneHTt N2 2 nocne nepeHeceHHoOn 3a 4 mec Ao
onepauun nHpekumMn COVID-19 aBnsncs KMCNopoao3aBMUCH-
MbIM. OAWH NaumeHT 6bin B Bo3pacTe 2 NeT, ocTallbHble — Moa-
pOCTKOBOro Bo3pacta. ¥ 4 u3 5 naunMeHToB PE3KO CHUMKEHbI
BO3MOXHOCTU CamMO06CNyKMBaHUA (QYHKLIMOHANbHbIM Knacc
GMFCS 4 v 5). Bce naumeHTbl MMenun NpaBOCTOPOHHIO CKO-
JIMOTUYECKYIO TPYAHYIO/TPYAONOSICHUYHYIO YTy C BblpayKeHHOWM
Topcuen — He MmeHee lll cT. no Nash — Moe.

OCHOBHbI€e pe3ynbTaTbl UCCNIEAOBaHUA

BennunHa ckonmnotuyeckon aedopmaumu [0 onepauuu
cocTaBuna (MeguaHa) 94°, nocne onepaunm — 68°. B pesynb-
Tate UHCTPYMEHTANIbHOM KOppPeKLMK aedopMaLnm No3BOHOY-

Ta6nuua 2. Cpokun KT-uccnegoBaHus n 06bEMbI IEFKUX Y AETEN UCCnefyeMown rpynnbl 40 U NOC/e XMPYPrdyecKon Koppekuun gedopmainm

NO3BOHOYHMKa*

Table 2. CT timing and lung volumes in children of the study group before and after surgical correction of spinal deformity*

MauyuneHTtbl (N2) Bce
MNMokasartenu
1 2 3 4 5 (MeaunaHa)
Cpoku npoBegeHus KT, cyt
[o onepauuu 5 8 25 2 28 8
MNocne onepaunu 61 53 45 49 32 49
06Bbem npaBoro serkoro, Mmn3
[o onepauuu 755 460 271 770 293 460
Mocne onepaunu 706 510 381 785 301 510
N3meHeHne -6,5% 10,9% 40,6% 1,9% 2,7% 10,8%
06beM neBoro nerkoro, M3
[o onepauuun 764 230 773 555 177 555
MNMocne onepaunu 978 437 947 785 252 785
M3meHeHne 28,0% 90,0% 22,5% 41,4% 42,4% 41,4%
UHpeKkec acummeTpum
[lo onepauuu 0,99 2,00 0,35 1,39 1,66 1,39
MNMocne onepauwnu 0,72 1,17 0,66 1,00 1,19 1,00

MpumevaHune. <*> — pedepeHcHble 3HaveHus ansa aeTein B Bo3pacte Ao 3 net n = 13 net cm. B Ta6n. 1. KT — KomnbtloTepHas Tomorpadus.

Note. <*> — see Table 1 for reference values for children under 3 years of age and = 13 years of age. CT (KT) — computer tomography.
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HWUKa BeMYMHA CKONMOTMYECKOM aedopmaLMm CHU3UNACh Ha
(MeaunaHa) 48°, unun 42,5% ot ncxogHow ayrv (taén. 3). Bo Bcex
cnyyasx KoppeKuusa gepopmauun cocTaBuiia HE MEHee Yem
OfHY cTeneHb (> 20°).

KoHTponbHas (nosTopHas) KT BbinonHeHa Yyepes (Meana-
Ha) 61 cyt nocne nepsow KT (min 51, max 70 cyT) (cm. Tabn. 2).
Y BCcex AeTen NogpOCTKOBOro Bo3pacta Kak Ao, Tak u nocne
onepauum 06beMm Nerkmnx 6bin MeHbLLE MUHWMaNbHbIX 3HaYe-
HWW COOTBETCTBYIOLLMX NMOKa3aTenen B pedepeHCHOon rpynne
(cm. Tabn. 1, 2). Y pebeHka B Bo3pacte 2 neT (N2 5) o6bem
NErkux B Te4eHWe BCEro nepuoaa uccneaoBaHus 6bin B npeae-
nax pedepeHcHbIX 3HaveHui. locne onepauun n3meHeHue
o6beMma J1IeBOro JIerkoro 66110 NOYTU BYETBEPO GOMbLLMM, HYEM
npaBoro, Co CTaTUCTUHECKM 3HAYUMbBIM U3MEHEHUEM UMEHHO
ans nepsoro (p = 0,043 n 0,225 cooTBETCTBEHHO). NHAEKC
aCMMMETPUM NErkux y 4 n3 5 60bHbIX (MCKNOYEHNe — nauu-
eHT N2 1) nocne onepauuu NPUGAUSKUACA K MUHUMaNbHbIM
3Ha4YeHusaAM pedepeHCHOM rpynnbl (CM. Tabn. 1, 2).

B pesynbrate onepauuy oTMEYEHbl TaKKe U MONOXKUTENb-
Hble UBMEHEHMA NHEBMAaTU3aUuUK Nerkux (taén. 4). O6bem 30H
C HOpMasbHOW BeHTUnaumen ysenmuuncs Ha 14—-20% ot nexoa-
HbIX 3HAYEeHWM NoKa3aTens, NPENMYLLECTBEHHO 3a CHET CHUXE-
HUS 06beMa 30H C runoBeHTUnAuMen (Ha 12-19%) u, B MeHb-
e cteneHn, o6beMa 30H ¢ aTenekTasamu (Ha 0,6—2,3%).

OBCYXAEHUE

Pe3iome 0CHOBHOro pe3ynbraTta Ucc/ie0BaHUsA

Mpn obcnepoBaHun nepepn onepauven y 4 u3 5 getent
(Bce nogpocTkun) ¢ HMC, OCNOXHEHHBbIM AblxaTeNbHOW Hepo-
CTaTOYHOCTbIO, 06bEM NlEerkux 6bin 6onee 4eM BABOE HUKe

MWHMMaNbHbIX 3HAYeHUM NoKa3aTens B pedepeHCHOW rpyn-
ne (340poBble CBEPCTHUKM). [locne Koppekuun aedopma-
M1 NO3BOHOYHMKA, NPU YBEINYEHUU 0OBEMOB 060MX NIEFKUX
MONOMXMUTENbHbIE U3BMEHEHUS ClleBa OKa3aluCb BblPaXEHHbI-
MU B 6Gonbluen Mmepe. lpu 3TOM OTMEYEHO NPUOAUKEHUE
K 3HayeHussIM pedepeHCHOro uHTepBana Kak nokasatens
ACUMMETPUN NErKUX, Tak U 06bemMa 30H HOPMasbHOM MHEB-
MaTu3aLmMmn NEro4HoOM TKaHn ¢ 06enx CTOPOH NPW YMEHbLLEHUN
06bemMa 30H MMNOBEHTUNIALMN.

OrpaHu4eHus uccnefoBaHus

OCHOBHOE OrpaHu4yeHne uccneaoBaHuMs — Mmanbli pas-
Mep BbIOOPKKU, 0BYCNOBNEHHbIA TEM, YTO M3-3a OTCYTCTBUSA
nporpecca B TEYEHNUN OCHOBHOIO HEMPOMbILLIEYHOro 3abore-
BaHUS U OXXKMAAEMbIX BbICOKMX PUCKOB MOCE0NEPaLMOHHbIX
OC/IOXKHEHMIW TaK1e NaumneHTbl NO34HO NonajatoT B none 3pe-
HWS cneLManncToB No XMpyprum Nno3BoOHOYHMKa. CneacTBueM
Manoro KonuvyectBa HabMNOAEHUI SBASETCH HWU3Kas MOLL-
HOCTb CTaTUCTUYECKUX KPUTEPHUEB MPU HEGONLLLOM pasmepe
addeKTa (B Halem cryyae — HEBO3MOXHOCTb NOATBEPAUTL
yBennyeHne obbema MpaBoro JIerkoro rnocne onepauuu
C nomolblo Kputepusi BunkokcoHa). Kpome Toro, HeBO3-
MOXHO CYAWTb O PENpPe3eHTaTMBHOCTHU BbIGOPKK UCCNefoBa-
HWMSA, @ 3HAYMT, HEBO3MOXHO YBEPEHHO 3KCTPanoanMpoBaTb
pes3ynbTaTbl HAaCTOSLWEro UCCNefoBaHUS Ha o6LLylo nonyns-
LMo 60MbHbIX € Taxenbim HMC.

TexHMKa NpUMEeHEeHUs OrpaHUYEeHHOro KoNnM4ecTsa onop-
HbIX 3/1IEMEHTOB Ha KpaHWallbHOM W KayaalbHOM KOHLax ayrv
CTaHfjapTHa AN KOPPEKLMU CKOnMo3a y AeTel B BO3pacTe
0 10 net. O4HaKO NPUMEHEHME 3TON TEXHWKM Y NOLPOCTKOB

Ta6auuya 3. BenvinHa gedpopmaniMm Nno3BOHOYHMKA, €e onepaloHHas KoppeKuus u cpoku KT-uccnegosanums

Table 3. Spinal deformity, its surgical correction, and CT timing

[o onepauuu Mocne onepauun Ipapycobl %
1 17 MY 92 39 53 57,6
2 16 eH 116 68 48 41,3
3 14 MY 94 68 26 27,7
4 17 MY 120 69 51 42,5
5 2 KeH 50 26 24 48,0

Ta6nuua 4. KaptMpoBaHWe 30H MIOTHOCTU NPaBOro v N1eBoro nerkux y aeten ¢ HMC IV cteneHn 1 GyHKUMOHANbHbIMU HapYLLEHUSMHU
[blXaHWs 4O ¥ Noce XMPYPruyecKon KoppeKLmn gedbopmMaLnum No3BOHOYHMKA

Table 4. Mapping of density zones in right and left lungs in children with NMS, grade IV, and functional respiratory disorders before
and after spinal deformity surgery

MpaBoe nerxkoe JleBoe nerxkoe
HopmanbHas BeHTunauus, %
[lo onepaumu 52,14 | 13,2 | 544 | 152 | 181 30,1 493 | 162 | 714 | 37,3 | 31,7 41,2
Mocne onepatuu 62,3 | 55,1 | 53,2 | 43,4 | 38,2 50,2 575 | 516 | 765 | 66,6 | 26,7 55,4
MMnoBeHTUNALMUA, %

[lo onepaumu 476 | 834 | 285 | 856 | 632 61,1 50,4 | 75,7 | 20,2 | 63,4 | 394 49,5
Mocne onepauun 385 | 432 | 298 | 57,3 | 438 42,0 43,7 | 489 | 148 | 34,1 | 47,3 37,4

AteneKkrasbl, %
[lo onepauuu 0 3,4 18,2 0 19,5 8,1 1,4 8,2 8,1 0 28,5 9,1
Mocne onepauuu 0 1,3 | 17,2 0 19,1 7,5 0 0 8,3 0 25,8 6,8

Amobusema, %
[lo onepaumu 1,1 1,3 0,4 0 0,2 0,5 0 0 0,3 0 0,4 0,1
Mocne onepauinm 0 1,2 0,8 0 0 0,4 0 1 0,4 0 0,2 0,3




(B Hawem uccnegoBaHum y 4 naumMeHToB) BMECTO MHOMOYpOB-
HEBOW MHCTPYMEHTa/IbHOM GUKCaLMK He ABNSEeTCS CTaHaapT-
HbIM pelleHneM. B Hallem cnyqyae NpUMEHEHUE OrpaHUYeH-
HOrO KOMMYeCTBa OMOPHbIX 3/IEMEHTOB Obl10 060CHOBAHO
KpanHe BbICOKMM PUCKOM NepronepaLMOHHbIX OCTIOXHEHWUN],
CBSAI3aHHbIX C TPABMATUYHOCTbIO, AJIUTENBHOCTbIO M onepa-
LIMOHHOM KpoBOMOTEPEN NMPU MHOTOYPOBHEBOW MHCTPYMEH-
TanbHOM GUKCALMU Y MAaLMEHTOB C MOHOOPraHHOM (B HalleM
cny4yae — fAblXxaTenbHOM) HEAOCTATOYHOCTbIO. TaKKe cneayet
OTMETUTb, YTO B HalleM uccnefoBaHMM Bee onepaumm 6binu
BbIMOJIHEHbI OJHUM XMPYProMm ¢ 60MbLLIMM OMNbITOM OnepaLun
nofo6Horo poga. 10 YyCIOBWE OrpaHUYMBAET reHepanunay-
€MOCTb M BOCMPOM3BOAMMOCTb MONYYEHHbLIX HaMW pPesynb-
TaTOB MHCTPYMEHTaNbHOW KOoppeKuun aedopmauunun no3so-
HOYHWMKa. TakuMe pes3ynbraTbl, MO HalEeMy MHEHWI0, MOryT
ObITb AOCTUTHYTbI TOMIbKO B CNeuMann3vpoBaHHbIX LEeHTpaXx,
B KOTOPbIX aHanorMyHble onepaTMBHble BMellaTeNbCTBa
NPOBOAATCS PEryNSPHO.

B OencTBytolMX OTEYECTBEHHbIX M 3apyOEXHbIX KAUHU-
YECKUX PEKOMEHAAUMAX W HayyHbIX My6nuMKauuax, nocBs-
LEHHbIX Nle4eHnto aedopmMaLiMii MO3BOHOYHUKA, OTCYTCTBYET
pernameHTauus CPOKOB NPOBeAeHUs Npea- U nocneonepaLm-
oHHoro KT-o6cnegoBanus. Kak npaBuio, oHW onpeaensoTcs
NIMGO KOHCEHCYCOM CMneLmanmcToB, IM60 agMUHUCTPATUBHBIM
peleHneM, a 3HauuT, MoryT 6biTb pa3HbIMK B pasHbiX neyveb-
HbIX y4peraeHusx. M ecnu ans optoneanMyeckmx 3agad (onpe-
JeNeHne aHaTOMUYECKMX Pa3MePOB NMO3BOHKOB, MOSIOXKEHUS
KOHCTPYKLIMI) pa3HuLa B CPOKax NpoBefeHUsS KOHTPOMbHOM
KT B HECKONbKO HeAeNb 1 Aaxe MecsiLeB 3HAYEHUS HE UMEET,
TO ANS OLLEHKM COCTOSIHUS QYHKLUMI NErkux AarKe HECKONbKO
Hefenb MOryT OblTb 3Ha4YUMbIMU. B 3TOM CBA3K BaXHO OTMe-
TWUTb, 4TO pa3bpoc B cpoKax nposeaeHuns KT nocne onepaunu
Mexay 60/1bHbIMK 3aMeTHO pasnunyancs (y 6onbHoro N2 1 —
61 cyt, N2 5 — 32 cyr). lpoBegeHue nosTopHOM KT B 0aHM
WU Te e CPOKMW (YTO He Bceraa OCyWEeCcTBMMO B peasbHOM
KIMHWYECKOW MPaKTUKe, HO ABNSETCS HEOOXOAMMbIM B Hayy-
HOM MccnegoBaHuM) NO3BOAMAO Gbl MONY4YUTb 60N€e TOYHYO
OLLEHKY AMHaMMUKK GYHKLMKM Nerkmx y 60sbHbIX N® 2-5, B 0co-
6eHHoCTM y naumeHTa N2 5. 3aech e HeobxoanMO 3amMeTUTb,
4YTO Nepuoa OTCMEXMBaAHUSA MNocneonepalmMoHHbIX MCXOA0B
6bln orpaHnyeH 3 mec. lNpu oTcnexmMBaHMM UCXO0B onepa-
TMBHOrO Nle4yeHns B 6onee No3gH1e CPOKK peaynbraTbl XMpyp-
rMYecKon KoppeKuumn gedopmaunn NO3BOHOYHWMKA MOryT
OTIMYaTLCS OT MOJYYEHHbIX HAMW.

B 3aBeplieHMe OoTMEeTUM, 4TO Ham Heu3BecTHa BOCMPO-
M3BOAMMOCTb @BTOMAaTMYECKOro WM3MEepeHUs napameTpoB
COCTOSIHUSA NErKnx B NpeaycTaHOBMEHHOM NaKeTe NporpaMmm
06paboTkn KT-n3o6parkeHnin nerkux. Tem He meHee, 3TOT
nakeT OKa3a/Ccs eAMHCTBEHHbIM M3 AOCTYMHbIX MPOAYKTOB,
HenocpeacTBEHHO pa3paboTaHHbIX AN KOHKPETHOro U3yye-
HUSA 06beMa ¥ MHEBMATU3aLMK NIETKHUX.

UHTepnpeTtauusa pe3ynstatoB UCCe0BaHUS

MeTog O6bEMHOM PEKOHCTPYKLUMW NErKMX Ha OCHOBE
3-mepHon KT, npeactasnieHHbin S. Gollogly u coasT. (2004),
NO3BOWA Pa3AeNibHO onpeaensiTb 06beMbl NapeHXUMbI IEBOMO
1 MPaBoro JIerkux ¢ y4eToM Bo3pacTa 1 nona [21]. Ucnonbays
nopo6Hyto metoamky, N. Fujita u coaBT. nokasanu, 410 Nocne
KOPPEKLIMM MANONATUYECKMX CKONIMO30B Y NOAPOCTKOB 06LLMI
06BbEM JIETKUX YBENMYMBAETCS, MPUYEM UMEHHO 3a CYET NeBO-
ro fierkoro, npu atom B 18% cnyvyaeB HabntoaaeTCsd CHUKEHNE
06bEMOB NIErKMX, KOppenupyoLee ¢ MPOTAKEHHOCTbIO MHCTPY-
MeHTaNbHOM dUKcauum [22].

B Hawem uccnenoBaHuK, NPOBELEHHOM Ha MPUHLMMK-
anbHO APYron KIMHWYECKOW rpynne — nauueHTax LeTCKOoro
BO3pacTa C TAXeNblMU HEeMpOMbIWEeYHbIMK AedopMaLnamm
NMO3BOHOYHUKA, OCNOXHEHHBIMWU AbIXaTeNbHbIMU HapyLlEeHK-
MW, YAanoCb YCTaHOBUTb, YTO MPU MEPBUYHO CHUMKEHHbBIX

B CpPaBHEHWM C BO3PACTHOM HOPMOM abCOMOTHBIX 06bemax
nocne Koppekuun aepopmaLmm NO3BOHOYHUKA MPOUCXOAUT
yBE/IMYEHUE KaXKAOoro NErkoro, CyulecTBeEHHO 6Gonee Bbipa-
eHHoe cneBa. Hanbonee BblpaXeHHblIe U3MEHEHUS IEBOr0
NIErKOro MOXXHO OGBACHUTbL «pacnpaBieHNeEM» 1EBOIO remu-
TOopaKca B peaynbraTte UCKIOYUTENBHO OCEBOM AUCTPAKLMM
Ha BOrHyTOM CTOpOHe Aedopmauum — MKCNONb30BaHHas
BBUWIY TSXKECTM MaLMEHTOB MeToAMKa onepauuu He npeg-
nonarana NMKBMAALUMN TOPCMOHHOrO KOMMOHEHTa. [laHHble
U3MEHEHWS XapaKTepHbl KaK ANs MAMOMaTUYECKMX CKOJSIMO-
30B MOAPOCTKOB, TaK U AN19 HallMX NaLMEHTOB C NpenMmyLle-
CTBEHHO MPaBOCTOPOHHUMU TPyAHbIMKW Ayramu. lpu aTom
nocne onepauuuM ¢ o6enx CTOPOH OTMEYaeTcs yBeanyeHue
30H HOPMaJIbHO BEHTUMPYEMOWM NEFOYHOM TKAHW NPU CHUMKE-
HWUW 30H rMNoBeHTUNAUMKU. OTCYTCTBME NBMEHEHUI 0O6BHEMOB
30H C aTeflekTasamun 1 ambrM3emMon nocne onepaumm MoxeT
oTparkaTb MX HEO6PATUMOCTb.

Hanbonbluee yBenvyeHne o6bema erkoro nocne onepa-
umn (+90%) otmeyeHo cnesa y naumeHta N2 2 (cm. Tabn. 2),
[0 onepaLmm ABASBLIErocs KUCI0POA03aBUCUMbIM U C 7-X CyT
nocrne onepauunn nepeBefeHHOro Ha AbixaHue 6e3 KUCNopoa-
HOW MNOAAEPXKU. TpyaHO HaWTh OOBLEKTUBHOE OObACHEHME
HanboNblUEN CTEMEHN YBEIMYEHNS MPABOro NErkoro y nawu-
eHTa N2 3 (mocneactBMs CMMHANbHOINO WMHCyNbTa). MMEeHHOo
Yy HEro UCXogHo 06bLEM MPaBOro JErKoro MMeNn HauMeHblulee
3HayeHWe BO BCeW uccnegyemMow rpynne ¢ Hauvbosbluen
[Jonen 30H rTMNOBEHTUNAUMKM (CM. Tabn. 2, 4). OgHako aaxke
He3HauyuTeNbHasd B CPaBHEHUW C [APYrMMU CTeneHb Kop-
peKkunn aedopmaunn (27,6%) okasanacb AOCTATOYHOM ANA
yBenmyeHns obbema nerkoro Ha 40% C CyWeCTBEHHbIM yNyY-
LIEHWEM CTPYKTYPbl MHEBMATU3aLMN.

Ha Haw B3rnsa, LeHHOCTb NOSly4EHHbIX HAMU Pe3ybLTaToB
COCTOMUT B TOM, YTO B CEJIEKTUBHO OTOGPaHHOM rpynne geten
C TSXENbIMU HEMPOMbILLIEYHbIMK AedopMaLMaIMM NO3BOHOY-
HWKa, ¥ KOTOPbLIX AOCTOBEPHas OLEeHKa QYHKLMU Nerkux Ha
OCHOBaHWM CTaHAaPTHbIX TECTOB CMMPOMETPUMN U UMMYbCHOM
OCLIMNNOMETPUM MMEET OYEBUAHbIE OrpaHUYeHus, nyyeBas
OLleHKa 06bEMHO-CTPYKTYPHbIX NMOKa3aTtefien nerkunx, He Tpe-
oylolasn AononHUTENbHbIX ccneaoBaHmi (KT No3BOHOYHMKA
W Nerkux y Takux OeTen ABNglTcs 006a3aTefibHbIMU), He
TONIbKO MpeAcTaBnsieT O6bEKTUBHbIE MOKasaTenu, B onpe-
LENeHHON Mepe ABNASCb anbTepHaTUBON GYHKLMOHANbHBIM
MccneaoBaHUSM, HO U OTpaXaeT Ux AMHaMKKy nocne onepa-
UMM — YTO MOMKET BbITb UCMONL30BaAHO KaK cnoco6 JOMOMHM-
TeNbHOM OLEHKM ee 3PDEKTUBHOCTH.

3AK/IOYEHUE

YBenunyeHne 06bEMOB NErkux nocne Koppekumm HMC IV
CTENeHn, OC/IOXKHEHHOrO AbIXxaTeNbHOW HeAOoCTaTO4YHOCTbIO,
y AeTen NPOUCXOAMNT NpeXae BCEro 3a CHET 1IEeBOro JIerkoro,
HO COMPOBOXJaEeTCs yBEIMYEHUEM 30H HOPMalbHOW BEH-
TUASLMN U CHUMKEHUEM TMNOBEHTUAALMM C 06EeUX CTOPOH.
He Tpebylouias aononHUTeNbHoro o6¢cneaoBaHusa 601bHOIO
OLleHKa 06bEMOB W CTPYKTYPbI KaXKAoro J1Ierkoro Ha ocHoBa-
HWUM NOCTMNPOLLECCUHIOBOr0O aHanm3aa ux 3D-KT-usobparkeHni
Nno3BoJSET caenaTb 605ee 0O6BHLEKTUBHON OLLEHKY HE TOJIbKO
COCTOSIHUS NauueHTa, HO U 3GPEeKTUBHOCTU NPOBEAEHHOIO
nevyeHus.
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0O6ocHoBaHue. DonKyASPHBIN MXTUO3 C aTpuxmen u potTopobneri (ichthyosis follicularis, atrichia, and photophobia (IFAP)
syndrome), Tun 2 — pejkoe Hacse[cTBeHHOe 3aboseBaHUe M3 rpynnbl CUHAPOMAabHbIX GOPM MXTMO30B. KanHu4ecKn
XapaKTepuayeTcs Tpnagon: HEBOCNANTEbHbIN ONINKYISAPHbBIN MXTNO3, TOTalbHash Mau cyo6ToTalbHas aioneyms npu PoXx-
JIEHUU MJIM BCKOPE M0C/IE HETO U GOTOPObMS pa3HoM cTeneHun TsKecTu. ITnoTponHas Tepanusi IFAP-cnHapoma He pa3pabo-
TaHa, a CMMIMTOMAaTU4YECKOE JIeYeHne (CMSArdarLmne cpeicTBa, KepaTonTUKM, PETUHOM/bI) HanpaB/ieHo Ha CTabuan3aLumio
COCTOSIHUSI U MOAAEPKaHNE OMTUMAasIbHOIro0 KadyecTBa XU3HU naymneHToB. 1o gaHHbIM Ha 2023 r., Mo BCceMy MUPY ONUCaHO
oKoJsio 60 cnyyaeB IFAP-cuHapoma, HO HY ogHoro B Poccuun. OnucaHMe KIMHUYEeCKOro ciayyas. Y 1eBoYKu, Bo3pacT 2 roga
3 Mec, 0TMeYeHbI MPU3HaKN KcepoaepmMmmn, GOTMKYISPHOIo rmnepKepaTosa, a Takke GoTopobus co C1e30TeYeHHEM U alo-
neyms. inarHos «ponnnKynsapHbIA UXTMO3 C aTpuxuen u gotopobued (IFAP-cuHapom), Tun 2, Tun Hacae[oBaHms — ayToCOM-
HO-AOMMWHaHTHbIM» BbICTAB/IEH HA OCHOBAHNN aHaMHECTUYECKNUX AAHHbIX, KITMHUYECKUX MPOSIBIEHMI 1 PE3YIbTaTOB CEKBE-
HMpPOBaHMs MOJIHOIO 9K30Ma C Mocaeaytolen BaaaaLmen BoIiBJEHHOM0 HyKAe0TMAHOro BapuaHta chrl7:17720597G>A,
c.1669C>T (p.Arg557Cys NM_001005291.2) B 3K30He 9 reHa SREBF1 meTogoM npsiMOro aBTOMaTM4eCKOro CEKBEHM-
pPOBaHUSA y NauneHTKU 1 o0b6oux poauTenen (y nocieaHnx He BbisiB/ieH). 3akaoyeHue. [ ycraHoBneHus IFAP-cuHapoma
HeobxoAnMO MOJIEKY/IIPHO-FrEHETUYECKOE NCCE0BaHMe, TaK Kak KIMHUYECKME NPOSIBAEHUSI 6OJIE3HU CXOXKM C TaKOBbIMMU
npn apyrux gepmarto3ax. Bmecte ¢ Tem Bpayam He06X0AMMO COXPaHSATb HACTOPOXKEHHOCTb MPH BbISIBIEHUU C/ly4aeB Gosn-
Ky/IIPHOr0 MXTMO3a B COYETaHMM C asoneumen n ¢otopobuen npu nim BCKoOpe rnocje poxaeHns 415 CBOEBPEMEHHON Anar-
HocTuKM IFAP-cuHapomMa m, Takum 06pa3oM, NpeAoTBPalLEHNS 3a[lepPKeEK B Ha3Ha4YeHMm Teparnmu.

KnioueBbie cnoBa: IFAP, BDOXAEHHbIN UXTUO3, AETHU, QOJITMKYSIPHbIN UXTMO3, aTprxmsi, GOTOPOOHS, KIMHUYECKNUI CllyYan

Ansa yntupoBaHus: AM6apusH 3.T., KyabmuHoBa A.[l., Anbaaposa T.K., MBaH4mkoB B.B., }Xypkosa H.B., Bawakmaase H./[.
DoNNUKYNAPHBIA UXTUO3 ¢ aTpuxmern n dotodoburen (IFAP-cuHapom), TUN 2: KIMHUYECKUI cnydyait. Bonpockl coBpemMeHHoM
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OBOCHOBAHME

NXTMO3 — 3TO KIMHWYECKMU reTeporeHHasi rpynna reHo-
[epmMaTo30B, XapaKTepuaylowasnca reHepann3oBaHHbIM
HapylweHWeM npoLlecca KepaTtuHu3auuun. Pa3sutme 3abo-
JIeBaHUM 3TOW TPynnbl CBA3bIBAOT C MaTo/0rMyecKUMun
U3MEHEeHUsAMU B 67 reHax [1], B pe3ynbraTe KOTOpPbIX BO3-
HUKaT HapyweHus AnddepeHLUMPOBKM aNUTENNS U ero
6apbepHON GYHKLMK, MPOUCXOAUT YBEMYEHME TPaHCINK-
nepmanbHon notepu Boabl [2]. CornacHo KnaccuduKkaumm,
npuHaton B 2009 r. Ha 1- KOHCEHCYCHOW KOHdepeHLnn
(Copes, ®paHuums), BbIAENAOT CUHAPOMAabHbIE U HECUHA-
pomManbHble GOpMbl MXTMO3a. CUHAPOManNbHbIA WMXTUO3
ABNSETCH OAHMM U3 MPOSIBNAEHUA MOHOTEHHOIO MYbTUCHUC-
TEMHOr0 HapylweHus, Toraa Kak HecMHApoMasbHble GopMbl
60/1€3HM OrpaHMyeHbl KOXHbIM npoueccoM. Kpome Toro,
Nno TUMY HacnefoBaHUA BbIAENSAIOT X-CLEMNEeHHbIn LOMMU-
HaHTHbIN, X-CLemneHHbIN peLecCuBHbIM, ayTOCOMHO-A0OMMU-
HaHTHbIA M ayTOCOMHO-peLieccuBHbIN MxTMO3 [3]. Bece dop-
Mbl MXTMO3a XapaKTepM3YloTCS OOGLIMPHBLIM LWENyLWEHUEM,
rMnepkepaTto3oM M 3pPUTEMON C BO3MOXKHbIM pa3BUTUEM
3puUTpoaepmMmn. B 3aBUCUMOCTM OT OCHOBHOMO reHoTuna

TAXKECTb 3ab0neBaHUs BapbUPyeT OT JIEFKOW 40 TAXEsIoNn,
B nocnefHeM cry4yae 3aMeTHO CHMXKas KayecTBO W3-
HX nauuneHToB [3]. JleyeHne uxTMO3a COCPEAOTOHEHO Ha
ob6ner4eHnn cMMnToMoB 60N1e3HM U BKJIKOHAET B ce6s nNpu-
MEHEHMEe CMAryatLWmMx CPeacTB, KEPaToOIMTUKOB U CUCTEM-
HbIX peTuHOoMAO0B. OaHaKO 3OPEKTUBHOCTb TAKOr0 1eYEHUS
yMepeHHas, B CBA3M C YEM COXPaHSAETCS aKTyalbHOCTb pas-
paboTKM HOBbIX BapuaHToOB Tepanuu 60s1e3Hu [4].

OpHon u3 Hambonee peaknx KIMHUYECKMX GOPM CUHA-
pPOManbHOro MXTMo3a ABNSeTCa QOMIMKYNAPHBIA MXTUO3
c atpuxuen n dortodpobuen (aHrn. ichthyosis follicularis,
atrichia, and photophobia syndrome; IFAP-syndrome).
IFAP-cMHOPOM XapaKTepu3yeTcs KIWHWYECKOW Tpuaaown:
HeBocnanuTenbHbll QONNUKYNAPHBIM MXTMO3, ToTalbHas
Unu cybToTanbHasg anoneuus npu PoXKAEHWU WAKM BCKO-
pe nocne Hero U GoToHGoOMA Pa3HOM CTEMEHU THAXKECTMU.
BnepBble cBA3b Mexay GONIMKYNSPHbIM MXTMO30M, ano-
neunen n dorodpobuen 6bina onucaHa M.M. Maknayaom
B 1909 r. [5]. Pasnuyatot cuHapom IFAP, Tvn 1 ¢ cuHApoO-
Mom BRESHECK (brain anomalies, retardation, ectodermal
dysplasia, skeletal malformations, Hirschsprung disease,



Clinical Observation

XY

82

KnuHunyeckKoe Ha6noaeHue

ear/eye anomalies, cleft palate/cryptorchidism, and kidney
dysplasia/hypoplasia) nnu 6e3 Hero u cuHagpom IFAP, Tun 2.
MepBbIK TUN CUHAPOMA pa3BMBaAETCA B pe3ynbTate nartoso-
FMYECKUX U3MeHeHun reHa MBTPS2 (reH dakTtopa TpaHc-
KPUNUMK, CBA3AHHOTO C MeMOpaHOoM), NIOKanM30BaHHOIO
Ha KOPOTKOM njeye xpomocoMbl X (Xp22). Btopon Ttvn
CUHAPOMa OT/MYaeTcsi ayTOCOMHO-AOMUHAHTHBIM TUIMOM
HacnegoBaHWe, pas3BuMBaeTCs B peaynbTate U3MEeHEHWH
reHa SREBF1 (aHrn. sterol regulatory element-binding
transcription factor 1) [6]. [eH KapTUpoBaH Ha KOPOTKOM mJe-
ye 17-1 xpomocombl (17p11) v urpaet BaKHyto posib B AND-
depeHUMpPOBKE annaepmManbHOro 6apbepa KOMXK, a TaKKe
B MOAAeprKaHUM HOPMabHOM CTPYKTYPbl KIETOYHbIX MeMO-
paH BCcex KNEeToK opraHnuama [6].

B 2020 r. 6bi10 ony6/iMKOBaAHO MccnefoBaHMe, BKIIO-
YyaBllee [Be KUTaAWCKWE CEMbM, TAe B OAHOW cembe Oblnn
nopaeHbl 6abylKa, 6paT Mambl, MaMa ¥ 4O4Yb, @ B ApY-
rov — Mama M [04Yb, a TakXKe 9 M30AMPOBaHHbIX Cly4yaeB
IFAP-cuHOpomMa y NauneHToB pasiMyHbIX HaLMOHaNbHOCTEN,
BbI3BaHHOI0 NaTONOrMYECKMMMU UBMEHEHUAMK reHa SREBF1
B reTepo3uroTHOM COCTOSIHUK. AHANW3 BbISIBNEHHbIX Bapu-
aHTOB reHa in vitro nokasan, 4YTo MNPOMCXOAMT Hapylle-
HWEe TPaHCNOKaLUMU TPAHCKPUMNLUMOHHO aKTUBHOW GOpMbI
SREBP1. Kpome TOro, npu CEKBEHMPOBaAHWW MaTPUYHOM
PHK 13 KNeToK KOXW ronoBbl y NaLMEHTOB C CMHAPOMOM
IFAP 6b111 BbISiBIEHBl 3HAYMTENLHOE CHUXEHWE KoNnYecTBa
TPaHCKPMNTOB peLenTopa AMNONPOTEMHOB HW3KOM MNOT-
HOCTWM W FeHOB KepaTuHa, yBeNM4yeHWe CKOPOCTM anontosa
KepaTUHOUMTOB in Situ, 4TO MOXET MPUBOAUTbL K runep-
KepaTody M runotpuxody [7]. N3meHeHns B reHe SREBF1
NPUBOAAT TaKXe K pa3BUTUIO HacNeACTBEHHOM MYKO3nuTe-
nvanbHoW aucnnasvu [8], oAHMM U3 MPOSBAEHWUIH KOTOPOM
MOryT 6bITb doTOdO6KA 1 anoneums. Bmecte ¢ aTUM MOXeT
pa3BMBATbCA TSXEeNoe MNoparKeHWe CAUM3UCTON 060S0YKHK
pTa, HOCa, KOHbIOHKTMBLI, Bflaranauvuia, WenKn mMaTku, npo-
MEXHOCTH, ypeTpbl U mMo4yeBOoro nyabips [8]. Mo AaHHbIM
Ha 2023 r., No BCeMy Mupy onucaHo okono 60 cnyvyaeB
IFAP-cuHapoma [9], Ho HKM ogHoro B Poccuu.

KNIMHUYECKHUHA NPUMEP

O naumeHTe

[eBoyKa, Bo3pacT 2 roga 3 Mec, rocnuraanu3anpoBaHa
B OTAeNeHuWe pepmartonorum Hay4Ho-uccnenoBaTesibCKOro
nHctutyta (HUM) negnaTtpum M oxpaHbl 340POBbS AeTewn
Poccuickoro Hay4Horo ueHtpa xupyprun (PHLUX) nm akag.
B.B. MNetposcKoro (MocKkBa) B CBSI3M C )anobamu Ha Bbina-
[leHre BONOoC, MOBbILWEHHY0 CBETOYYBCTBUTENbHOCTb, BbICbI-
naHus B NepuaHanbHOM 061acTu, ABAEHUS Kcepo3a, Conpo-
BOXJatowmecs CyobeKTUBHbIM MHTEHCUBHbBIM 3YA0M.

AHamHe3 3a60/1eBaHUs

PebeHoK oT 2-i 6epeMeHHocTM (1-9 6epeMeHHOCTb
3aBeplIMaach POXAEHMEM 340POBOro MasbyuKa), npoTe-
KaBllen Ha POHe rectaunmoHHoOro auaberta, aHeMUKU, Macca
Tena npu poxkgeHmn — 2640 r, anvHa — 49 cm. OueHKka no
wKane APGAR — 8/9 6annoB. Ha 7-e cyT — AaKpuUOLMCTHT,
Tepanusa 6e3 addekTa. PaHHEE MOTOPHOE M NCMUXOpevyeBoe
pa3BuTME — MO BO3PacTy.

B Bo3pacTte 4 Mec y pebeHKa O6bliM OTMEYEHbl YacTble
3Nn304bl AMapeun, B CBA3U C YEM HEOAHOKPATHO KOHCY/b-
TMPOBaH BPayYoM-racTpo3aHTEPONOromM. B ¢BA3K C coxpaHe-
HMEM CUMNTOMOB OblN1 FOCNUTANU3UPOBaH C AMArHO30M:
«3aepKKa PU3NYEeCKOro pas3BUTUS, TPAH3UTOPHAS NaKTas-
Has HeaoCTaTO4YHOCTb. AMCTpodusa poroBuubl 060MX ras.
KnweyHaa uHbeKums. [acTpOsHTEPUT, CpedHen CTeneHu
TAXeCTU. TOKCUKO3 C IKCMKO30M 1-1 CTEMNEHM».

o HanpaBneHuto negnatpa n odptanbmosiora o6cnegoBaH
reHeTUKOM MO MeCTY XuTenbcTBa. PEKOMeHA0BaHbI UcCneao-
BaHWe KOHLEHTpaL MK ranakTo3bl B CbIBOPOTKE KPOBM (3aduK-
cvpoBaH ypoBeHb 0,76 mr/af; Hopma — Ao 8,1 mr/an), TaHaeMm-
Has Macc-CNeKTPOMETPUS aMUHOKMCIOT M alMIKapHUTUHOB
OPraHMYecKMX KUCNoT (MPU3HaAKM aMUMHOaLMaoNaTumn, opra-
HWYECKOW aunaypum U HapyLeHNn MUTOXOHAPUaNbHOro 6eTa-
OKWUCNEHUS XUPHbBIX KUCNOT He BbISIBNEHbI) U 3H3UMOAMAr-
HOCTMKa (MCKIoYeHbl 6one3Hb Kpab6e, 6onesHb [Momne,
6one3Hb Pabpu, 60ne3Hb lowe, 601e3Hb HuMaHHa — lNuka
(tvn A/B), mykononucaxapuao3a (Tun 1), MmykononMcaxapuao3s
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Background. Ichthyosis follicularis with atrichia and photophobia (IFAP syndrome), type 2 is a rare hereditary disease from the group
of syndromic forms of ichthyosis. It is clinically characterized by triad of non-inflammatory follicular ichthyosis, total or subtotal alopecia
at birth or shortly after, and photophobia of different severity. There is no etiotropic therapy for IFAP syndrome, while symptomatic
treatment (emollients, keratolytics, retinoids) is aimed on stabilizing the patient’s condition and maintaining the optimal quality of life.
About 60 cases of IFAP syndrome have been described worldwide by 2023, and none in Russia. Clinical case description. The girl,
2 years 3 months old, had signs of xeroderma, follicular hyperkeratosis, photophobia with lacrimation, and alopecia. The diagnosis
of “ichthyosis follicularis with atrichia and photophobia (IFAP syndrome), type 2, autosomal dominant” was established according
to anamnesis, clinical signs, and results of whole-exome sequencing, followed by validation of the identified nucleotide variant
chrl7:17720597G>A, p.1669C>T (p.Arg557Cys NM_001005291.2) in exon 9 of the SREBF1 gene via direct automatic sequencing in
the patient and both parents (not revealed in her parents). Conclusion. Molecular genetic testing is crucial to establish IFAP syndrome
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and thus prevent any treatment delays.
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(tvn 11IB), myKononucaxapugos (tun IVB), mykononucaxa-
pnao3 (tun VI), GM1-raHrnMo3nao3, MyKononauMcaxapuaos
(tvin VII), mykononucaxapuzos (tvn 1), HempoHanbHbIN Lepo-
naHbIM nunodycunHos (tvn ).

BrnepBble npu3HakuM CBETOOOA3HW U Cne30TeyveHus,
a TaKXXe U3MEeHEeHWs KOXXHOro MOKpoBa B BWAE CYXOCTH
N MOKPACHEHMS LWEK OTMEeYeHbl Ha NepBOM MeCSLEe U3HMU.
B Bo3pacte 1 rofja nosgBUINUCH BbICbINAaHUS Ha KOXe B Nepu-
aHanbHOW 06nacTu. B cBSI3KM € NOSBNEHWEM HOBbIX KIMHMYE-
CKMX MPU3HAKOB KOHCYNbTMPOBaHa AepMaTtofiorom, neguat-
poM M reHeTukoM. [peaBapuTeNbHO YCTAHOBMEH AMarHo3
«KID-cnHapom». Tonmyeckas Tepannsg Kpemom 6etameTras3oH
0,05% K nonoxutenbHbIM U3MEHEHUSAM He npusena. bonee
TOr0, KOXHbI/ MaToONOrM4YeCcKMn npouecc nporpeccuposar.
Mo pexkomeHAalLMK reHeTuKa Obl10 NPOBEAEHO CEKBEHU-
poBaHWE KJIMHWYECKOrO reHoMa BapWaHTOB: pefieBaHTHbIX
BapMaHTOB He OOGHapPYXEHO; BapMaHTOB, UMEIOLLUX OAWH WK
HECKONbKO MPU3HaKOB NaTOreHHOCTU, He 0GHaPYKEHO; Bapu-
aHTOB C HEU3BECTHbIM KIIMHWUYECKUM 3Ha4veHnem He obHa-
py>XeHo. HoCUTeNbCTBO BapMaHTOB B reHax pelecCUBHbIX
3aboneBaHuit: B reHe TEX15 (testis expressed protein 15)
BbIIBNEH HYKNEOTUAHbIN BapuaHT ¢.6848_6849delGA
(p.Arg2283fs) B retepo3MroTHOM COCTOSIHWW, MPUBOASALWNN
K COBMUIY paMKu cyuTbiBaHudA. TeH TEX15 npuHapnexuT
K ceMencTBy reHoB Testis Expressed (TEX), akcnpeccupye-
MbIX MPEUMYLLECTBEHHO B 3apofbllleBblX KIETKax, U KoAu-
pyeT MenoTuyeckuin 6enokK. aTonornyeckne M3MeHeHUs
3TOr0 reHa accouMMpoBaHbl C HeJOCTaTOYHOCTbIO crepma-
ToreHesa [10]. ns peueccMBHOro 3aboneBaHns BapuaHT He
MOXET paccMaTpmMBaTbCa B Ka4yecTBe NPUYMHbI 6€3 Hanu4yums
apyroro BapuaHta. B reHe GJB2 (gap junction protein, beta-2)
BbiiBNeHa aeneumns c.35delG (p.12Fs) B retepo3uroTHOM
COCTOSIHMM, KOTOpas TaKKe MPUBOAMUT K CABUIY PaMKWU CYU-
TbiBaHUs. UI3MEHeHMA B 3TOM FeHe accoLMMpOBaHbl C pas-
BUTUEM TYrOyXOCTU C ayTOCOMHO-PEeLLeCCUBHbBIM TUMOM Hache-
foBaHud, tun 1A, Tyroyxoctv C ayTOCOMHO-AOMWHAHTHbIM
TMNOM HacnegoBaHus, Tun 3A, cuHgpoma bapta — lMamdpw,
TUN HacnefoBaHUA — ayTOCOMHO-AOMMWHAHTHbLIN, CUHAPO-
Ma KepaTuTa-uxTmo3a-rnyxoTbl, TUN HacneaoBaHWS — ayTo-
COMHO-AOMMWHAHTHbIW, ManbMOMAaHTApPHON KepaToaepMum
C NyXOTOM, TUN HacnefoBaHWA — ayTOCOMHO-AOMWHAHTHbIN,
cvHapoMa PoBHMHKENs, TMN HacnegoBaHUS — ayTOCOMHO-
JOMUHaHTHbIW [11]. TpoBeaeHa BanuMaauusa BbIIBJEHHOM
aeneunn cekBeHupoBaHueM no CeHrepy y pebeHKa n 060ux
poautenen. deneuus c.35delG (p.12Fs) B reHe GJB2 BbISB-
NleHa y OEeBOYKM M ee oTua. [na WCKIYEeHUs Cypaonoru-
YeCKOM NaToNiorMn pebeHOK KOHCYNbTUPOBAaH CypAo/orom
C nocnegywwmMm NpoBeAeHNEM UCCNefoBaHUS Ciyxa MeTo-
[IOM KOPOTKONATEHTHbIX C/yXOBbIX BbI3BaHHbIX MOTEHLMa-
JIOB — NaTtosIorMn He BbISIBNEHO.

B Bo3spacTte 1 roga 8 mec pe6eHOK KOHCYNbTUPOBaH Bpa-
yom-reHetukom B HKLL N°2 PHLIX um akag. b.B. lMeTpoBcKoro
(MockBa). lMpoBegeHo noBTOpHOE OGMOMHPOPMaTUHECKOEe
nccnefoBaHne pesynbTaTtoB CEKBEHUPOBAHUSA MOIHOMO reHo-
Ma — BbISIB/IEH HYKNEOTUAHbIN BapuaHT chrl17:17720597G>A,
€.1669C>T (p.Arg557Cys NM_001005291.2) B 3K30HE
9 reHa SREBF1 B retepo3vrotHoM cocTosiHuu. [poBeaeHa
BaNvaaums BbIBNEHHOrO BapMaHTa METOA0M MPSMOro aBTo-
MaTM4YECKOro CEKBEHMPOBAHWS; YKa3aHHbIM HYKNEeOTUAHbIN
BapuaHT BbIiBNEH Y NpobaHAa U He BbIIBNIEH Y 060UX POAK-
Tenen nauneHTKn. Ha oCHOBaHWKU JaHHbIX KIMHUYECKON Kap-
TUHbl U MOJIEKYNIAPHO-TEHETUYECKOrO 06cNnefoBaHns Obl
YCTaHOB/EH AMarHo3: «POoNNMKYNAPHbIA UXTMO3 C aTpUxXmMen
n dpotopobuen (IFAP-cuHapom), TMn 2, TUN HacnegoBaHUA —
ayTOCOMHO-A0OMUWHAHTHBbIN».

B Bo3pacTe 2 net 3 Mec naumeHTKa npoxoauna craymo-
HapHoe obcnenoBaHum U nedeHne B HMUL, rmasHbix 601e3-
Hen uMm. lenbmronbua (MockBa) ¢ guarHos3oM: «bonesHb
pPOroBuLbl HEYTOYHEHHas (4acTUYHOEe BaCKyNsipu3MpoBaH-
HOe MOoMyTHeHue poroBuLbl). OU XPOHUYECKMI KEPATOKOHb-
IOHKTUBUT TOKCUKO-anieprmyeckon aTMosiornu, mmoéasnbHo-
KNeTo4YHas HeJoCTaTOYHOCTb.

dusuKkanbHaa AMarHocTuKa

Mpwu noctynneHnn 8 HUM negnatpum n oxpaHsl 340p0BbS
neten PHUX um akaa. B.B. lNeTtpoBckoro B Bo3pacte 2 net
3 Mec obpalwaloT Ha cebs BHUMaHWE BbICOKMM BbICTyna-
oWKnM n106, ryboKo MOCa*KEHHble rMa3a, MOHIOIOUOHbIN
pas3pes rnas, anuKaHT, AUCMNIacTUYHbIE YLWHblE PaKOBWHbI,
OTHOCUTENIbHaa MaKpocToMud, agnactema (puc. 1).

Status localis. Ha Koxe BONOCUCTON YacTu ronosbl gnd-
dy3Hoe nopegeHne BOMOC C PeAKUMU TEMHbIMU BONOCaMM
(MecTaMn BOJIOCbl OTCYTCTBOBa@/M), NMPU3HaKKW MPOrpeccuu
(TpaKuMOHHasa Nnpoba NonoxuTeNnbHas), 6POBU U PECHULLBI HE
U3MeHeHbl. Ha Koxe TylloBuLa U KOHEYHOCTEN MHOXECTBEH-
Hble GONNNKYNAPHbIE NOTHbIE Nanynbl 3—4 MM B AMameTpe,
NMOKPbITblE POroBbIMW YelyWKaMn M MecTaMu KOPOYKaMM
CBET/I0-KOPMYHEBOIO M KOPUYHEBOIO LiBETA. Ha KOXKe CruHbI
0BGHapyXeHbl 3KCKOpUaLMK IMHENHOTO XapaKTepa, MOKpbI-
Tble remopparn4eckuMmn Kopkamu. B obnactn gucrtanbHon
danaHrn nepsBoro nanbLa Ha NIEBOM KUCTU Habnwohan1cb
AncTpoduryeckoe M3MEHeHMe HOMTeBOM NNacTUHbI, YacTuy-
HbI OHMXONM3WUC (Ha MecTe NpejlecTByloWen TpaBMbl)
(puc. 2). B nepuaHanbHoW 0651aCTU BbISIBIEHbI ABE 3pu-
TemMaTo3Hble 6MFWKM OT 3 40 6 CM B AMaMeTpe, C YeTKu-
MW TFpaHuLaMu, po30BOro LBeTa, CO CKYAHbIM LeNyleHu-
eM npeumylecTBeHHO Yy nepudepuyeckoro kpas (puc. 3).
Cy6beKTMBHO MNauueHTKy O6eCrnOKOU WMHTEHCUBHBLIN 3y[4
B 06/1aCTK BbICbINaHWM, MPEUMYLLECTBEHHO B NepUaHaibHOM
obnacTtu. CnnauncTtble 060/104KN UHTAKTHbI.

Jiumpoysnbl He yBennyeHbl. OMopHoO-ABUraTesbHbIN
annapar: HapylweHWe 0CaHKMU, TOHYC MbIWL, YMEPEHHO CHMU-
eH. OpraHbl AblXxaHWS: 4acToTa AblXaTeNbHbIX ABUKEHUA —
28/MWH. HocoBoe ablxaHWe yMepeHHO 3aTpyaHEHO, OTMeYa-
€TCs CKyAHOE NPo3payHoe CM3ncToe otaensemoe. B nerkux
AblXaHWe nyapuibHOe, MPOBOAMTCSH BO BCE OTAENbl, XpWMbl
He BbicnylwmnBatoTcs. Popma rpyaHOM KNEeTKU — LUAWHAPK-
yecKasn. CepgeqHo-cocyauctasi cucTema: 4Hactota cephed-
HbIX COKpauleHu — 110 ya./MuH, NyNbC PUTMUYHBIR, MSAr-
KWW, rpaHuLbl cepila He U3MEHEHbI, TOHbI cepiLa SCHbIE.
OpraHbl NuiLeBapeHus: A3blK MNOACYLIEH, XXUBOT NPaBUIbHON
KOHDUIypaLnn, akTUBHO y4acTBYET B aKTe AblXaHUS, MATKUNA,
6e360/1€3HEHHbIN, MeYeHb Yy Kpasd pebepHon ayru, ceneseH-
Ka He nanbnupyetcs. CTyn perynsapHbii, 6€3 NaTo0rMyeckunx
npuMecen, 3nNu3o04bl HeycToM4MBoro cryna. MoyernosoBas
cucTemMa: MoYeucnyckaHue cBob6ofHoe, 6e360/1e3HEHHOE.
HepBHo-rcnxmyecKoe pa3BuUTME: KOHTaKTHa, OPUEHTUPOBA-
Ha NpaBWIbHO, B CO3HaHUKU. OBpPaLLEHHYIO pPeyb MOHMMAET,
UrpaeT, UrpylkaMu nHTepecyeTcs.

MpepBapUTenbHbIA AUArHO3

Ha oCHOBaHWM KIMHMYECKOW KapTUHbl, aHamHe3a 3a-
6oneBaHMa M pe3ynbTaTtoB MOJIEKYNAPHO-TEHETUYECKO-
ro uccnefoBaHWa YCTaHOBMEH AMarHo3: «PonInKynsipHbIn
UXTMO3 C aTpuxnen u dotopobuen (IFAP-cuHopom), Tmn 2,
TUMN HacnegoBaHWA — ayTOCOMHO-AOMUHAHTHbIN».

AvHamuKa 1 ucxogabl
B otaeneHuu nepmMmatonorumn Ha 2-e CyT rocnutanunsa-
umn 6bI10 NpoBeAeHo nabopaTtopHoe U WHCTPYMEHTallbHOE
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Clinical Observation

KnuHunyeckKoe Ha6noaeHue

Puc. 1. [leBo4Ka, BO3pacT 2 roga 3 Mec, C NPosiBIEHUAMU GONNUKYNSPHOIrO UXTUO3a, aTPUXMU U GoTODOBUIK*
Fig. 1. The girl, 2 years 3 months old, with manifestations of ichthyosis follicularis, atrichia and photophobia*

lMpumeyarune. <*> — nposiBneHus Gotodobun Ha doTorpadPuax CKPbITbl B CBA3U C COrNacMem poanTenen Ha Ux ny6amMKaLmio ToNbKO

NpPU COKPLITUM 06NAcTU rnas.
UcTouHuK: AMGapusiH 3.T., 2023.

Note. <*> — manifestations of photophobia are hidden on the photographs due to the parents’ consent on publication of any images only

with the eyes covered.
Source: Ambarchyan E.T., 2023.

o6cnefoBaHne NauneHTKU. B KiIMHMYeCKoOM aHaimse mMoqu
N BMOXMMUYECKOM aHasIn3e KPOBMU KIMHUYECKM 3HAYUMbIX
OTK/NOHEHUN He OoOHapyeHo. B obwem aHaamse KpoBu
OTMEYeHO He3Ha4YuTe/lbHOEe MOBbILEHWE KOIMYecTBa TPOM-
6oumnToB (412 X 109/n, Hopma 189-394), oTHOCHTENb-
HOro KonuyectBa moHoumtoB (13,3%, Hopma 3,0-9,0),
ocTa/lbHble MOoKa3aTenu — 6e3 KIMHUYECKWU 3Ha4YMMBbIX
OTKJIOHEHUW.

Mpu ynAbTpa3ByKOBOM MCCAe[OBaHUU 3IXO-MPU3HA-
KOB CTPYKTYPHbIX U3MEHEHWH OpraHoB OGPIOWHOM MOMOCTH

Puc. 2. leBoyka, Bo3pacT 2 roga 3 mec. Anctpodus Horts

C YaCTUYHbIM OHUXONIM3UCOM BONLLLOrO NasbLia IeBOW KUCTH
(Ha MecTe NpeawecTByOWeN TpaBMbl)

Fig. 2. The girl, 2 years 3 months old. Nail dystrophy with partial
onycholysis of the left thumb (after previous injury)

a

UcTouHuK: AMGapusiH 3.T., 2023.
Source: Ambarchyan E.T., 2023.

M 3abpHOLWKMHHOINO MPOCTPAHCTBA HE BbISIB/IEHO, 6€3 npwu-
3HAKOB HapyleHUss peHanbHOW reMoJMHAMUKU Ha MOMEHT
nccnenoBaHus.

MauneHTKa KOHCy/nbTUPOBaHa [AMETOI0IOM, BbIiBNEH
neduunT mMaccbl Tena NIerkom cTeneHu, pPeKomMeHAoBaHOo
BBeJEHWEe B paLMOH KMCIOMOSIOYHbIX MPOAYKTOB. Pac-
LIMpEeHMe paLMoHa MUTaHUA PEKOMEH/I0BAHO MPOBOAUTb
C NOCNeAyloLLEN OLLEHKOM KOXHOMO NpoLiecca U KoppeKumnen
npu BO30GHOBNIEHWW BbICbINAHWI, @ TaKXe C y4eToOM BO3-
MOHOI0 Pa3BUTUS FACTPOUHTECTUHANIbHbLIX CUMNTOMOB.

Puc. 3. [leBoyKa, Bo3pacT 2 roga 3 mec. IpureMaTo3Hble 6MaLKn
B NnepuaHanbHoOM 061actu

Fig. 3. The girl, 2 years 3 months old. Perianal erythematous
plaques

McTouHuK: AMGapusiH 3.T., 2023.
Source: Ambarchyan E.T., 2023.



Ha ocHoBaHuMW pe3ynbTaToB AOMNOHUTENBHOIO 06Cneno-
BaHWsA OblN NOATBEPKAEH ANArHO3 «PONANKYAAPHBIA MXTUO3
c aTpuxuen n dotodobuewn, Tun 2 (IFAP-syndrome 2), Tun
HacneaoBaHWs — ayTOCOMHO-AOMUHAHTHbIN».

B KauyecTBe Hapy)KHOM Tepanuu MCnonb30Baan Tonuye-
CKME T[TIIOKOKOPTUKOCTEPOUAbl — KOMOWMHWPOBAHHbLIN Mpe-
napar (HEOMULMH + HaTaMULKUH + T’MAPOKOPTU3OH) B popme
Ma3u Ha BbICbINaHWA B NepuaHanbHon 06nacTu, ToNMYecKkue
PETUHOMABI Ha o4Yarn Ha TYNOBWILE M KOHEYHOCTSX, Kepa-
TONUTHMYECKME cpeacTBa c coaepxaHnem 10% MOYEBUHbI
Ha TyNnoBMLLIE WU KOHEYHOCTU. CUCTEMHO pebeHOK nonyyan
nle4yeHne aHTUrMCTaMWHHbIM MpenapaTtoMm — LEeTUPU3UH
B popme pacTBopa B Ao3e 10 Kanenb B CyTKM.

BbinucaHa yepe3 10 cyT ¢ yMEPEHHON MONOXKMUTENbHOM
AMHaMMWKOM KOXHOro NaTonorMyeckoro npouecca, perpec-
COM BbICbINaHMW B NepuaHanbHON 06nacTu, yMeHbLEHWEM
3pPUTEMATO3HOrO0 KOMMOHEHTA CbIMW, MEHEE BblPaXEHHbIMU
NPU3HaKaMn KcepoaepMUn U CYObEKTUBHBLIM CHUXKEHWEM
WHTEHCUBHOCTY 3yfa.

MporHos
MporHo3 3a6oneBaHns — 61aronpUATHLIN.

BpemeHHas wWKana
XpoHonorns pasBuTMS 3ab0fieBaHUsl, ero Ki4YeBble
COObITUS M MPOrHO3 A5 NALMEHTKM NpeacTaBneHbl Ha puc. 4.

OBCYXAEHMUE

B Hawen paboTe ONMUCLIBAETCS KIAMHUYECKUMN Chy-
Yah MauMEeHTKM C BbIIBNIEHHbIM HYKNE€OTUAHbIM BapuaH-
TOM chrl7:17720597G>A, ¢.1669C>T (p.Arg557Cys
NM_001005291.2) B 3K30He 9 reHa SREBF1 B retepo-
3UrOTHOM COCTOSIHMKU. PaHee 3TOT BapuaHT Obla onucaH
B reTepo3nroTHOM COCTOSIHWM Yy NauMeHTOB ¢ GONIMKynap-
HbIM MXTUO30M C CMHAPOMOM aTpuxmu, dotodobuu, Tun 2
W HacneLCTBEHHON MyKO3anuTenuanbHoM aucnnasuven [12].

OcHOBHbIMK nposiBneHnsmu IFAP-cuHapoma saBnsoTca
npu3Haku gepmatosa (GOoNIUKYNSPHbIN, pexe — namennsp-
HbI MXTUO3 C NCOPUA3UbOPMHBLIMU BASLLIKAMU UK 6E3 HUX
W BPOXAEHHas anoneuus, B HEKOTOPbIX Cy4yasx ¢ peaKMMu
W TOHKMMW BONOCaMM) B coyeTaHun ¢ ¢otodobuern pasHon
cteneHn TaxecTtn [13]. AHanornyHble KIMHUYECKUE OCOOEH-
HOCTW HabGNAaNUCh Y Hallen NauueHTKU. PonnnKynsapHbIn
MXTMO3 XapaKTepu3yeTcs pacnpocTpaHEHHbIMKM HeBOcCMa-

JIUTENIbHBIMU  LUMMOBUAHBIMU QOSINTUKYNAPHBIMKU  Nanynamu.
DonNnnKynapHble UK AUCKepaToTUYECKUe nanynbl Yalle pac-
NOSIOXEHbI CUMMETPUYHO M 6Goflee BCEro BblpaeHbl Ha
pasrnbaTenbHblX MOBEPXHOCTAX KOHEYHOCTEN U BONOCUCTON
yacTu ronosbl [14]. MoparKeHrne KOXKM FoIoBbl MPaKTUYEeCKH
BCerja xapakrepuayetcs Hepybuylolwencs anoneuunen [14].
Y HEeKoTOpbIX 60/IbHbIX OMMUCaHbl aHTySPHbIA XEWIUT, BOCNa-
JIeHWE OKOJIOHOITEeBOr0 NoXa, AUCTPObUS HOITEN, rTMNoruga-
P03 1 3K3emMaTo3Hble BbiCbinaHWa [14].

OdTranbmonornyeckue Haxoakm npu IFAP onvcaHbl B ean-
HUYHbIX cnydasnx [15-17]. Mpu atoM GOTOPO6MA MOMKET ObITb
oBGHapyXeHa yXKe Npu poXKaeHWK, HO Yaule — no3aHee [14].
Mo HeKOTOpbIM AaHHbIM, GOTODOOUS Bbi3BaHA KOHbLIOHKTU-
BanM3auuen (3ameleHne HOPManbHOro 3MUTEeNUs poro-
BULbl 3MUTENIUEM KOHDBIOHKTMBbLI) U UCTOHYEHUEM CTPOMBbI
poroBuubl [18]. To4yHble MEXaHU3Mbl Pa3BUTUS CBETOBOSI3HU
npu IFAP-cMHapOME elle He YCTaHOBEHbI, O4HaKOo Hanbonee
BEPOSATHON MPUYNUHON MOMKET ObITb AUCHYHKLUMSA TUMOBANBbHbIX
CTBOJIOBbIX KNEeTOK [18].

CnegyeT OTMETUTb, 4YTO K/MHWYECKME MpPOSABIAEHUSA
cuHapoma IFAP otmevyatotea u npu apyrux 3aboneBaHus,
npoTeKkalowmnx ¢ QOANUKYASAPHbIM TMNEPKEPATO30M, ano-
neuven mMan rmunoTpuxo3oM. B wmx yucne donnmnKynspHbin
[JeKaNbBUPYIOWMI WKWNOBUAHBIM KepaTo3 (aHrn. keratosis
follicularis spinulosa decalvans; KFSD), cuHapom Kepa-
TUTa-UXTMO3a-ryxoTbl (aHrn. keratitis-ichthyosis-deafness
syndrome; KID), HacneactBeHHas MyKoanuTenuasnbHasa guc-
nnasua (aHrn. hereditary mucoepithelial dysplasia; HMD).
MocnegHas UCKIOYaeTCd Mpu OTCYTCTBMWM MATONOTMKU CIK-
3UCTOM 060/I0YKM POTOBOM MOJSIOCTU, PELIUANBUPYIOLLUX CNU-
3UCTO-KOXKHbIX MHPEKLUMN B aHaMHe3e M KaTapaKTbl [13].
Otnnuntb IFAP-cuHapom oT KID-crHApOMa MOXHO Mo OTCyT-
CTBMIO BPOXAEHHOM NOTEPH CyXa U BbIPaXKEHHOI O rmnepkKe-
pato3a. Kpome Toro, npu KID-cnHapome Tvn HacnegoBaHus
ABNSETCA ayTOCOMHO-AOMUHAHTHbIM [19]. PONAMKYNSpHbIN
[JEeKanbBUPYIOLWMA WWNOBUAHBIM KepaTo3 UMEET CXOXue
¢ IFAP-cMHOPOMOM KAMHMYECKMe nposiBieHus. OgHako npu
KFSD anoneuusi He ABNSETCS BPOXAEHHOW, MpoABASETCH
B NepBble HECKObKO NET XU3HU U BOSHUKAET B pe3ynbrate
04aroBOro M NPOrpeccMBHO pacnpocTpaHsiowerocs Bocna-
NUTENIbHOrO npouecca B aHOMasbHbIX GONIMKynax ¢ nocne-
aylowen atpoburen Koxu n pyéuesaHuem [14]. 3TM ocobeH-
HOCTK He onucaHbl npu IFAP-cuHapome n He Habnwganncb
y ONMUCaHHOro Hamu pebeHKa.

Puc. 4. leBo4Ka, BO3pacT 2 roga 3 Mec: XpOHOMOrusa pa3BuTus 3a6oneBaHuns, KtoyYeBble COObITUS U NPOrHO3
Fig. 4. The girl, 2 years 3 months old: disease development, key events, and prognosis

CyxOCTb KOXM,

AKPUOLINCTUT
Raxpuouy NMOoKpacHeHne weK

[osiBNeHne BbICbINaHWM Ha KOXe
B NepuaHanbHOM 06nacTtu

YcTaHOBNEH AMarHo3
«KID-cnHapom»

MporHos 3ab6oneBaHus
61aronpusTHbIN

06cnepoBaHue B CTalMoHape
Mo MECTY XKWUTeNbCTBA, AMarHo3:
«3afepxKa GU3N4ecKoro pas3BuTuUs,
TPaH3UTOpHas NaKTa3Has HeAOCTAaTOYHOCTb.
OuncTtpodus poroBuLbl 060UX rnas.
KuweyHasa nhbeKkums.
[aCTPO3HTEPUT CPEAHEN CTENEHU TAKECTH.
TOKCWMKO3 C 3KCMKO30M 1-1 cTeneHun»

MoBTOpHOE GUOMHDOPMaTUYECKOE UccnefoBaHne
pe3ynsTaToB CEKBEHMPOBAHWUS NMOMHOIO 3K30Ma,
BbISIBNEH paHee ONUCaHHbIN HYKNeOoTUAHbIV
BapuaHT chrl7:17720597G>A, ¢.1669C>T
(p.Arg557Cys NM_001005291.2)

B 9K30He 9 reHa SREBF1 B reTepo3uroTHOM
COCTOSIHWU. YCTaHOBNEH ANarHos:
«PONAMKYNSAPHBIN UXTMO3 C aTpUXmen
n potodobuen (IFAP-cuHapom), Tvn 2,

TUN HacnefoBaHWs — ayTOCOMHO-AOMUHAHTHbIN»

YcTaHOBNEH ANArHo3:
«Bone3Hb poroBuLbl
HEeyTOYHEeHHas (YacTUyHoe
BaCKYNSpM3MpPOBaHHOE
NOMyTHEHWE POroBULIbI).

OU XpoHMYecKui
KEePaTOKOHbIOHKTUBUT TOKCUKO-
annepruyeckomn aTMoNoruu,
NMMGanbHOKNETOUHAS
HEeA0CTaTOYHOCTb»
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E Clinical Observation

KnuHunyeckKoe Ha6noaeHue

3tnotponHasg Tepanusa IFAP-cuHapoma He pas3paboTaHa.
Habniopaetca ymepeHHas NonoxutesnbHas AMHamuKa Tede-
HWS KOXKHOIO NaTofIorMYyecKoro npotecca Ha GoHe Tepanuu
auuTpeTMHoM B ao3e oT 0,3 go 1 Mr/Kr/cyT, o4HaKo y HEeKo-
TOPbIX MALMEHTOB HE 6bII0 OTMEYEHO HUKAKKX MONOXKUTESb-
HbIX M3MEHeHuW anoneuun n dotodobumn [20]. YKazaHHbIN
npenapar B nepnoj HabntogeHUs ONMCAaHHOro HaMKn pebeH-
Ka B Poccumn 6bin HepgocTyrneH (npenapat «HeoTurasoH»
He nocraBnseTcs B HacTosuee BpeMs). OCHOBHbIMU LieNiMu
CUMMNTOMATUYECKOW Tepanuu ABNSETCA KOPPEKLMUA ANCDYHK-
uMun anngepmanbHoro 6apbepa [4]. C y4eTOM CyxOCTU KOXM
Heob6Xxo0aAMMO MOCTOSHHOE €€ yBNaXHeHWe, a Mpu Haauyuu
NPU3HaKoB rurnepkeparto3a 060CHOBAHHO WCMOJIb30BaHWe
KepaToIMTUYECKUX CMSArYatLlWmx CPeacTB C COAepIKaHu-
€M MOYEBUHbI UK canuuunoBon Kucnotbl [4]. doTtodobusa
MOXET McYe3aTb CMNOHTAHHO [17], Npu 3TOM YBAaXHEHWe
rna3 ABASETCA HEOTbeMEeMOW YacCTblo JIeYEHUS Kamaoro
nauneHTa [19]. CyuectByeT noTpebHOCTb B 60nee coBep-
LUEeHHOW Tepanuu, KoTopas yay4yWwuT COCTOSIHWE MPUAATKOB
KOXUW M OpraHa 3peHuns y NnaunMeHToB C AaHHbIM AUarHo30M.

3AKJ/IIOMEHUE

DoNNUKYNAPHBIM MXTUO3 C aTpuxuen u doTodobuen
SIBNSETCA PEAKMM BapUaHTOM CUHAPOManbHbIX WXTMO30B.
Heob6xoanmocTb onucanus cnyvas IFAP-cuHapoma, Tmn 2 npo-
[OMKTOBaHa BaXKHOCTbI0 MHDOPMMPOBAHUA POCCUICKUX Bpayen
0 JaHHOM HacneacTBEHHOM 3ab0neBaHUK, KOTOPOE OMUCaHo
Hamu BrnepBble B Poccun. CBoeBpeMeHHas fuarHoctuka IFAP-
CMHAPOMa HeobxoaMMa NS paHHEero HasHadyeHuns ahdeKTnB-
HOM CMMMTOMATMYECKOM Tepanuu, a Takxe A9 NpoBeaeHUs
MEAMKO-rEHETUYECKOrO KOHCYNbTUPOBAHUS MaLMEHTOB U KX
CEMbM C LieNIblo NNaHMPOBaHMS NOCNEAYIOWMX AETOPOKAEHWU.

WHOOPMUPOBAHHOE COIIACUE

OT poauTenen naumeHTa noay4eHo NUcbMeHHoe MHbOoP-
MWPOBaHHOE [O6GPOBO/IbLHOE cornacue Ha nybanKauumto
pe3ynbTaToB 06CNe0BaHUS, IeYEHUST U MeAULIMHCKUX GOTO-
rpadun pebeHka, a TakxKe Ha nybnunKauuio ero naobpaxe-
HWUIN B MEAMLIMHCKOM XKypHasne, BK/oYaa ero 31eKTPOHHY0
Bepcuto (aata noanucaHusa cornacus 18.03.2024).

INFORMED CONSENT

Patient’s parents have signed written informed voluntary
consent on publication of diagnosis and treatment results,
medical photographs of the child in medical journal,
electronic version included (signed on 18.03.2024).

BbIPAXXEHME NMPU3HATEJIbBHOCTHU

Bbiparkaem Mpu3HaTENbHOCTb 3aKOHHLIM MpPeAcTaBUTe-
NSM NalMeHTa 3a paspelleHne ny6anKaumMn KIMHUYECKoro
cnyyas.
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0O6ocHoBaHue. bonesHb HumaHHa — lNuKa, TMn A — pegkoe HacefcTBEHHOe 3a601eBaHNe U3 rPybl IM30COMHbIX 60/1€3-
Hel HaKOoMIeHUs], XapaKTepPU3yIoLLEECS PaHHUM Ha4yaaoM U NPorpeaneHTHbIM Te4eHneM. B cBA3M ¢ peJKoCTbio, 6bICTPOMPO-
rpeccupyroLMmM TEYEHUEM, @ TaKKe pPa3pabOoTKOH B NepCrneKTMBe METOA0B NaToreHeTMYEeCKOoM Tepanumu orn1caHue KinHmu4e-
CKMX CJlyqyaeB AaHHOro 3ab6oseBaHUs ABISETCS BaXKHbIM 4151 PaHHEHN AMarHOCTUKU U PEeLLIEeHUs] BOMPOCca O TaKTUKE BeAEHUS
nauueHToB. OnucaHne KIMHUYECKOro cay4das. 3aboseBaHne MaHW®ECTUPOBAIO Ha BTOPOM MECSILIE XKM3HM NalMeHTa
HeAoCTaToO4YHON npubaBKOK Macchl Tesia, YacTbIMU MHEBMOHUSIMM, renatocriieHomeraanen, Aup@y3Hon MbILLEYHOHU rmro-
TOHMEN, 3a[EPXKKOU MOTOPHOIro Pas3BUTUS, MPOrPECCUPYIOLLEn HEBPOIOrMYECKON cumMmnToMaTuKon. pu nabopaTtopHOM
ncenefoBaHMM 06HaPYIKEHO 3HAYUTENIbHOE CHUIKEHME aKTMBHOCTU COUHIOMMEsIMHa3bl B KPOBU. B pe3ynbtate npsiMoro
aBTOMaTUYECKOIro CEeKBEHMPOBaHWs B 3K30He 2 reHa SMPD1 BbisiBneHa aeneums ¢.996del B retepo3nMroTHoOM COCTOSIHUM,
rnpuBoAasLLas K CABUIY paMKu cunTbiBaHusl p.F333Sfs*52 (yHacnenoBaHa oT matepw). B ak3oHe 3 reHa SMPD1 o6Hapy»KeH
paHee onncaHHbIN Kak NaTtoreHHblA HyKneoTuaHbIN BapuaHT ¢.1252C>T B reTepo3nMroTHOM COCTOSIHUM, MPUBOASILLMI K Tep-
MUHaummn TpaHeasumm p.Arg418* (yHacnegoBaH ot otua). pu ncecnegoBaHnu mas3Horo JHa OTMEYEH CUMITOM «BULLHEBOM
KOCTOYKM». Ha 0OCHOBaHUM KIMHWYECKOM KapTUHbI M pe3y/1IbTaToB MOJIEKY/ISIPHO-reHETUYECKOro UCCAeA0BaHNs yCTaHOBIEH
AanarHos «6one3Hb HumaHHa — uka, nn A». 3akmodeHune. O6HapyeHne y pebeHKa B nepBble MECSLbl U3HU 3a[EPKKN
dU3n4ecKoro U MOTOPHOro pasBUTUS, ANGOY3HON MbIlLEYHON TMINOTOHUM, renaTocrnieHoMeraanum, CMMIToOMa «BUILHEBOM
KOCTOYKM» 1pU 0pTabMOIOrM4eCKOM 06C1e40BaHNN, MOPAXKEHUS NIEMKMX, PELMANBUPYIOLIMX MHEBMOHMWM, NPOrpeccupyto-
e HEBPOJIOrMYECKOM CUMNTOMATUKN CBUAETEIbCTBYET O Ha/IMYUK y nauymeHTa 6oi1e3Hmn HumaHHa — nka, tun A. PaHHSS
MOJIEKY/IIPHO-reHeTnYecKas AnarHocTuka 3abo/sieBaHusl BaKHa AJ1 CBOEBPEMEHHOIo OrnpeAeneHns TakTUKN BeAeHUs
rnaumeHTa U MeNKo-reHeTM4eCcKoro KOHCY/IbTMPOBaHUSI €ro CEMbM.

KnioyeBble cnoBa: 60n1e3Hb HumaHHa — [uka, Tmn A, Kucnas cuUHrommennHasa, renatocrieHomerasans, CUMITOM
«BULIHEBOM KOCTOYKM»

Ana ymntnpoBanms: Kyprkosa H.B., Bawaxkmagse H.[., CypkoB A.H., Typtu T.B, borgaHosa K.B., Kotanesckas HO.10.,

3axaposa E.H0., HamazoBa-bapaHosa J1.C. bonesHb HumaHHa — lNuKa, TMn A: KIMHUYECKUIA Clydar NauueHTa 5 mecsueB.
Bonpocsl coBpemeHHo neamnatpumn. 2024;23(3):188-196. doi: https://doi.org/10.15690/vsp.v23i3.2762

OBOCHOBAHME roMuesnnHasbl, HaKOMIEHUIo CHUHIOMUENNHA B KIETKax

bonesHb HumaHHa — lnka — peakoe 3aboneBaHue
M3 rpynnbl TIM30COMHbIX 60Ne3Hen HakonaeHus. Bnepsble
onucaHo neamvatpom Anb6eptom HumaHHoM B 1914 r.:
y pebeHKa, POAMBLIEroCs B CEMbE €BpPEEB-allKeHasW,
6Gblla BbiiB/leHa renaTocrnjeHomMeranmMsa B COYeTaHuu
C NPOrpeccupyoLLnM NopaXKeHMeM LeHTpabHON HEPBHOW
cuctembl (LUHC), yto npuBeno K netanbHomy wucxoay [1].
Bnocneacteuu Jliogsur MNuk, nposeaa B 1922-1927 rr.
Cepuio NaTtonoroaHaTOMUYECKUX UCCnefoBaHMM nauueH-
TOB, YMepLWMUX B Bo3pacTe Ao 3 feT BCneacTBMe renato-
cnneHomeranuu v Taxenoro nopaxexus LLHC, npegnoxun
BbI1€NUTb HO30/10MMYECKYIO €AMHULY JTMNMOWMAHOKNETOYHas
cnneHomeranus» [2]. B HacTosllee Bpemsa M3BECTHO, YTO
3abosieBaHMe 06YCNOBMIEHO MATOrEeHHbIMW BapuaHTamu
B reHe SMPD1 [3], 4TO NPUBOAMUT K HEAOCTATOYHOCTU CHUH-

60/NbLUIMHCTBA OPraHOB U TKaHeW, BK/OYas MNevyeHb, cene-
3EHKY, NErkue, KOCTHbIN MO3r, rofIOBHOM MO3T. B pe3ynbra-
T€ MPOUCXOAUT HapylleHne PYHKUMOHUPOBaHUSA U Tnbenb
KJIETOK MeYeHU, Celle3eHKH, JIerkux, B psae ciyvyaeB —
HENpPOHOB ronoBHoro mosra [4-6]. feH SMPD1 KapTu-
poBaH Ha KOpPOTKOM ryiedye 11-M XpOMOCOMbI B 06/acTu
11p15.1-p15.4 [5]. Tun HacnegoBaHus 3aboneBaHUA —
ayTOCOMHO-PELLECCUBHBIN [3, 4].

Mo HEKOTOPbLIM OLEHKaM, pacnpoCcTpaHEHHOCTb 6ones-
HW HwumaHHa - [luka coctaBnser 0,4-0,6 caydyas Ha
100 TbiC. HOBOPOXAEHHbIX [7, 8], Yawe — y eBpeeB-
alwkKeHasn [6]. o JaHHbIM MONEKYIAPHO-FEHETUYECKOIO
CKPUHMHIa, YacToTa reTepo3nroTHOro HOCUTEeNIbCTBa MyTa-
umn B reHe SMPD1 cpeau eBpeeB-allKEHa3W COCTaBdA-
eT 1 Ha 80-100 YyenoBeK 31O aTHUYECKOW rpynnbl [9—11].



B 3aBMCMMOCTM OT TAMECTU TEYEHUSI, HATMYUSA Nporpec-
cupyloulero nopaxenus LUHC un Bo3pacta maHudecTaLuu
BblAenaoT cneaytoumne dopmbl 60n1e3HM HuMaHHa — lMNukKa:

e TuUN A (MHbaHTUNBbHAsA HelpoBUcLiepanbHas popmMa ¢ paH-
HMM Ha4vanoMm, 6bICTPbLIM MPOrPECCMPOBAHMUEM U NeTaNb-
HbIM UCX04OM B Bo3pacTe o 3 neT) [12-14];

e TUN A/B (XpoHHYecKas HenpoBucLepanbHas dopma [6, 12],
oTiMyaeTca 6onee MeaSieHHbIM MPOrpeccupoBaHMEM
HEBPOOrMYECKUIM CUMNTOMATUKK, Yem npu Tune A [12]);

e Tun B (XpoHMuyecKas BucLepanbHaa Gopma, NpoTeKato-
was 6e3 nopaxenusa LUHC) [14].

OCHOBHbIE KIMHUYECKME NMposBieHns 60n1e3HN HuMaHHa —
Muka, TMn A [12, 13]: maHndecTauma 3aboneBaH1s B NepsBble
MeCALbl XWU3HW, 3afleprKa GU3NYECKOro PasBUTHS, TPYAHOCTH
C KOpM/IeHWEM, Auapes, pBOoTa, MKTEPUYHOCTb CKIIEP, KOXMU,
WMHOrJa — KCaHTOMbI, 4YacTble pecrnupaTopHble WHOEKLMK,
anodody3sHble MHOUNLTPATLI B NIEFKUX, NPU NPOrpeccMpoBaHmm
HEBPOJIOrMYECKON CMMMNTOMATUKM — acnupaumMOHHble MHEB-
MOHWK, GOMbLLION BLICTYNAOLWMIA KMUBOT, renatocnieHomera-
s, GMbpo3 nedveHn, noprtanbHas rUMNEpPTEH3KUs, XofecTas,
CMMMTOM «BWULWHEBOW KOCTOYKW» MpPU ODTanbMONOrMYECKOM
o6cnegoBaHmm, Addy3Haa MblleyHas rTMNoTOHUS, MbllLeYHas
cnabocCTb, Nporpeccupytolas HeBpoornyeckas CMMNToMaTu-
Ka, numdageHonatus. Mpun nabopaTopHOM UcCneaoBaHnm —
MUKpPOLIMTapHas aHemMus, rmnepounnmpyouHemMus, noBbleHne
aKTUBHOCTWU MeYeHOYHbIX TpaHCaMuHas, avcannuaemus. Mpu
OMOMNCUN KOCTHOIO MO3ra — «MEeHUCTbIE KINETKW». [InarHoCTUKa
6onesHn HumaHHa — lMuKa, TMN A BKIKOYaeT B cebs onpeae-
NeHne aKTMBHOCTU COUHIOMUENMHA3bI B BbICYLUEHHbIX MATHAX
KpoBu. B cnydae 3a6oneBaHnst GUKCUPYIOTCA PE3KOE CHUMKE-
HWE WM OTCYTCTBME aKTUBHOCTM 3TOro depmeHTa [4, 8, 14].
[ns noATBEPXKAEHMS AMarHo3a NnoKa3aHo MONEKYNAPHO-reHe-
TM4yecKoe o6cnefoBaHWEe C LENblo BbISIBNEHUS MATOMEHHbIX
BapuaHToB B reHe SMPD1 [4, 8,14].

B cBSI3n C peaKocTbio AaHHOro 3aboneBaHus, ObICTPbIM
nporpeccupoBaHNEM U BapuabenbHOCTbIO KITMHUYECKON CUMIT-
TOMaTUKHK, @ TaKXKe BaXHOCTbio AnddepeHLMMpoBaHUs TUNOB
3a60n1eBaHUs 1 pa3paboTKom aGDEKTUBHBIX METOL0B NaToreHe-
TUYecKom Tepanuun ang deHotunos A/B n B onucaHue nauymeH-
TOB ¢ 60n1e3Hblo0 HuMaHHa — MNuka, TN A 9BNsSieTcs akTyanbHbIM
NS COBPEMEHHbIX NeanaTpoB, HEBPOJIOrOB, raCTPO3HTEPOSIO-
ros, oGpTasbMOJIOroB, My/IbMOHONOr0OB, rEHETUKOB [4, 14].

KNIUHUYECKUHA NPUMEP

O nauueHTe

Manb4umK, Bo3pacT 5 Mec, NOCTYNUA B KIAMHUKY C XKaso-
6amMu Ha HeYCTOMYUBbIN CTY, NMIOXYt0 NpubaBKy Macchl Tena,
yBenmMyeHne pa3mepoB KMBOTA, 3a[ePKKy MOTOPHOro pas-
BUTKUS, BANOCTb, HUCTArM cnesa.

AHaMHe3 60/1e3HU

C [OBYX MECSILEB YM3HM y NauMeHTa OTMeYeHa Heao-
cTaTo4yHas npuvbaBKa Macchl Tena, B CBA3WM C YeM OH 6bin
nepeBeleH Ha WCKYCCTBEHHOE BCKapmauBaHue. B BO3-
pacte 2,5 mec pe6eHOK NMOBTOPHO OCMOTPEH HEBPOJIOrOM,
KOTOPbIM OTMETUN nosiBNneHne aAndpady3HoOn MbllEYHOM FUMNo-
TOHMU. B 3TOM Xe BO3pacTe NauMeHT MepeHec OCTpbIn
OBCTPYKTUBHbBIN GPOHXMT, OCTPbIM ABYCTOPOHHWIK calb-
NMUHIOOTKT, B BO3pacTe 3 Mec — OCTPYyl CerMeHTapHylo
NPaBOCTOPOHHIOK BHEBGONbHUYHYIO MNHEBMOHMIO. [lanee
y pebeHKa oTMeYanacb 3ajepKKa MOTOPHOro pasBuUTUS —
B BO3pacTe 4 MeC Hayan HeyBEepeHHO [AepaTb rooBY.
B Bo3pacte 4,5 mec npu NpoBefeHUU HeEWpOCOoHorpadum
[MarHoCTUPOBaHbl BEHTPUKYyNoAUNaTauus GOKOBbIX Meny-
[I04KOB, pacluMpeHne cybapaxHouaanbHbIX MPOCTPAHCTB,
6onblle cnpaBa. Torga e neauartp ob6paTni BHUMaHUE Ha
yBENMYEHNE Pa3MEPOB MEYEHU U cene3eHKU. NpoBeaeHo
ynbTpa3BykoBoe wuccneposaHue (Y3W) opraHoB OptolHON
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Niemann-Pick Disease, Type A: Clinical Case

of 5 Months Old Patient

Background. Niemann-Pick disease, type A is a rare hereditary disease from the group of lysosomal storage diseases, it is characterized
by early onset and progressive course. Description of this disease’s clinical cases is crucial for early diagnosis and adequate
management due to its rarity, rapid progression, and the development of new pathogenetic therapy methods. Clinical case description.
The disease manifested on the second month of the patient’s life with poor weight gain, frequent pneumonia, hepatosplenomegaly,
diffuse muscular hypotonia, delayed motor development, and progressive neurological symptoms. Laboratory testing has revealed
significant decrease in sphingomyelinase activity in blood. The heterozygous deletion ¢.996del in exon 2 of the SMPD1 gene has been
revealed via direct automatic sequencing; it leads to frameshifting p.F333Sfs*52 (inherited from mother). Moreover, the previously
described pathogenic nucleotide variant ¢.1252C>T (heterozygous) has been revealed in exon 3 of the SMPD1 gene; it leads to
translation arrest p.Arg418* (inherited from father). Cherry-red spots were diagnosed at fundospcopy. The diagnosis of Niemann-Pick
disease, type A was established according to clinical signs and molecular genetic testing results. Conclusion. The detection of physical
and motor development delay, diffuse muscular hypotonia, hepatosplenomegaly, cherry-red spots at ophthalmological examination,
lung involvement, recurrent pneumonia, and progressive neurological symptoms in a child during the first months of life indicates that
this patient has Niemann-Pick disease, type A. Early molecular genetic testing is crucial for timely choosing the management approach
and further genetic counselling of the family.
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KnuHunyeckKoe Ha6noaeHue

MOMIOCTU — BbIABNEHbI 9XO-NPU3HAKKU renatoMeranmu, yme-
PEHHOrO MOBLIWEHWUS 3XOTEHHOCTU MapeHXUMbl MEYeH!,
yBeSIMYeHne pasMepoB ceNneseHKkn, AndbodysHble 3MeHeHUs
NOMKENYNO4YHOW }enesbl. PE6EHOK HanpaBneH 41 rocnu-
Tanuaauuu B beaepasnbHblii NneguaTpuyecknin LIeHTp.

AHaMHe3 YXU3HU

PebeHOK OT TpeTben 6epemMeHHOCTV (nepBas 3aBepLuu-
flacb pPOXKAeHuem 340POBOro ManbyuKa, B HacToslee Bpems
BO3pacT 16 net, BTOpas — 3amMepluas Ha Cpoke 8 Hea), npo-
TeKaBLUeW C yrpo30m NpepbiBaHUS Ha BCEM MPOTAXKEHUNU. Poabl
BTOpble, CaMOCTOsITENbHbIE B CPOK. Macca Tena pebeHKa npwu
poxaeHun — 3050 r, gnnMHa Tena — 52 cMm, OLEeHKa Nno WKane
APGAR — 8/9 6annoB. B nepunofg co 2-X CyT XU3HKM Ao 1 MecC
oTMeYanacb GU3nonorMiyecKkas Xentyxa, B CBs3u ¢ 4eM pebe-
HOK nonlyqan npenaparbl ypCoAe30KCMX0EBON KUCIOTbI B BO3-
pacTHOM JO3MPOBKE. Ha 21-e CyT *KM3HK Bbln KOHCYBTUPOBaH
HEBPOJSIOroM, YCTaHOBMEH auarHo3: «CMHAPOM BereTo-BucLie-
panbHbIX AUCOYHKUMI, MbllEYHAA OMUCTOHMS C TEHAEHUMen
K rMNepToHycCy, TpeMop Noa60poaKa U KOHEYHOCTEW».

HacneacrBeHHbIN aHaMHe3

Mo gaHHbIM CEMEWHOro aHaMHesa, poauTenu pebeHka
3[10POBbl, B KPOBHOM POACTBE HE COCTOAT, C/ly4aeB aHanormny-
Horo 3abofnieBaHus 40 POXKAEHMS AaHHOIO pebeHKa B ceMbe
He 3aperncTpuMpoBaHO (BMOCNEACTBMM Y Mnaflen cecTpbl
npo6aHaa AMarHoCTMPOBAHO aHanorMyHoe 3aboneBaHue).

®dusuKanbHaga gMarHocTuKa

MauneHT, Bo3pacT — 5 mec, macca Tena — 6480 r
(10-25-# nepueHTUAK), ANUHa Tena — 66 cM (75-90-1 nep-
LEHTWUIIN), OKPYXKHOCTb ronoBbl — 44,5 cm (90-97-1 nepueH-
TUN), OKPYXKHOCTb rpyan — 39,5 cm (3—10-1 nepueHTUnu),
60bWOoW poaHNYoK — 2,5 X 2,5 cm. MaKpouedanus, rpy-

60oBaTble YepTbl NMLA, BbICOKMI BbICTyNaloLWMK 106, ryctble
6pPOBMU, AIMHHbIE PECHULbI, LUMPOKOE 3anaBluee NepeHoche,
B3AEPHYTbIH HOC, MOMHble Try6bl, HWU3KOPACMOJOXKEHHbIE
ylwHble pakoBWHbI (puc. 1). OrpaHuMyeHune MNOLBMIKHOCTH
KONleHHbIX cycTaBoB. [Auddy3Has MbilleyHas rUMMNOTOHUS,
rMnoTpoduma MbllL, KOHEeYHocTel. [0N0BY AEPHKWUT HeyBe-
PEHHO, He Mofi3aeT, Npu BEPTUKaNM3aLuu onopa Ha Horwm
cnabas. 3a npeagMetTaMu cneauT, 0OTMeYaeTcs orpaHuvyeHue
[OBWXXEHUS TNasHbiX A6/10K KHapy»Ku, BBEPX, BHU3, MEPUOAN-
YECKM — TOPU30HTa/bHbIA MENKOPa3MallUCTbIM HUCTarm
B KpawHUX OTBeAeHusax. Ha ocmoTp pearnpoBan C WHTe-
pecom, ynbli6ancs, rynua, nepeknagbiBan M 3axBaTbiBai
UrPYLWKK. B nerkux aoixaHue »ectkoe. HactoTa gbIxaTeNbHbIX
oBuxkenun (H44) — 30/MuH, YacToTa cepAeydHbIX COKpalle-
HUIN — 125 ya./muH. MeyeHb — +3 cM OT Kpas pebepHom
[yru, ceneseHka — +2 cM.

YuutblBaa umetolmMecs AaHHble, AuddepeHumanbHyo
[WarHoCTUKY cnegyeT MNpPoOBOAUTb MeXay JIM30COMHbIMU
601€e3HAMM HaKOMNEHUS, APYTMMU HacneaCcTBEHHbIMU 3a60-
NIeBaHUAMU U3 TPYNMbl HacNeACTBEHHbIX 60n1e3Hen obMeHa
BeLeCTB, HeAOCTaTOYHOCTbO anbda-1-aHTUTPUNCHUHA, ayTo-
UMMYHHbIMW 3a60/IeBaHUSIMWU MEYEHU, renatuTtaMmu BUPYC-
HOWM 3TUONOTUN.

JlaGopaTopHoe o6cnegoBaHue

Mpn GUOXMMUYECKOM aHaNn3e KPoBM Yy NaumeHTa BbisiB-
NIEHO 3Ha4yuTeNbHOE MOBbIWEHWE AKTMBHOCTU MEYEHOYHbIX
TpaHcaMuHa3s, ramma-raoTaMmuaTpaHcnenTuaassl, Lienoy-
HoW docdaTtasbl, nakraTaernaporeHasbl, KOHLeHTpauuu
XonectepvHa u TpurnnuepuaoB. KoHUEHTpauusa roKo3bl,
NaKTtaTa, anbda-1-aHTUTPUNCUHA B KPOBKM Gbinn B Npeaenax
HOPMasnbHbIX 3Ha4YeHuW. Mo JaHHbIM 06LLEro aHann3a KpoBm
OTMeYancs yMEepeHHO BbIPaXKEHHbIN NENKOLMTO3; aHemus
M TPOMOOLMTONEHMS HE BbISIB/IEHbI (Tabn. 1).

Puc. 1. deHoT1n naumeHTa ¢ 6one3Hblo HumarnHa — lMNMuka, Tmn A B pa3dHom Bo3pacTe: A — 1-9 Hefl »n3Hu; b — Bo3pacT 4 mec; B — Bo3pact

1 roa 8 mec

Fig. 1. Phenotype of the patient with Niemann-Pick disease, type A at early age: A — 1st week of life; b — 4 months old; B — 1 year

8 months old
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MNcTo4HMK: dpoTorpadmmn 3 ceMenHoro apxmea (NpefocTaBfieHbl PoAUTENeM nauueHTa).

Source: family archive photos (provided by patient’s parent).



UHCcTpyMeHTaNbHbIEe UcCnefoBaHUSA

Mpn npoBeaeHun 33 cHa B nepegHeUeHTPanbHbIX
W nepefHEeBUCOYHbIX OTAeNax PerncTpupyroTcs nonndasHble
OCTpble TeTa-noTeHL1abl, eAMHUYHbIE, B BUAE HEYETKO CTPYK-
TYPUMPOBAaHHbIX KOMIJIEKCOB «OCTpasi-Mea/ieHHas BOJIHa».
B ueHTpanbHO-CpeHEBUCOYHbIX OTAENax cneBa — ycuneHue
MEAJIEHHO BOJIHOBOM aKTMBHOCTWU. [pU3HaKW OUCHYHKLMK
KOPKOBO-MOAKOPKOBbLIX B3aumoaencTsumn. lNpu3Haku auc-
OYHKLMN KOPKOBO-MOAKOPKOBLIX CTPYKTYP. TUMWYHOM 3nu-
nenTMdOpPMHOM aKTMBHOCTU HEe 3aperMcTpmpoBaHo.

Mo gaHHbIM HerpocoHorpapum — MPU3HAKN BEHTPUKY-
JNIOMeranunu, paclinpeHns cydbapaxHonaaabHbIX MPOCTPAHCTB
N MEXNONYyLWapHOW LLeu.

Mo paHHbIM Y3U opraHoB 6pIoLLIHOM M0I0CTU U MOYEK —
axorpadpuyeckme MpuU3HaKuM renaTocrnieHoMeranmm, avo-
$y3HOro NapeHxnMmMaTo3HOro npoLecca B NevYeHu, ysenuye-
HUS pa3MepoB 06enNX MoYeK.

PesynbTaTbl TpaH3MEHTHOM anacTorpapum ne4yeHn CBU-
fetenbcTBoBanuM 06 ymepeHHOM Gub6po3e neyvyeHu (cTa-
ava F2 no wkane METAVIR).

MMpu npoBefeHuUn axokapauorpapuu naToorMyecKnx
U3MEHEHWIN He BbISIBNEHO.

Ha peHTreHorpammax KOMEHHbIX CYyCTaBOB B MNPSMOM
1 GOKOBOW NPOEKLUMAX KOJIEHHbIE CyCTaBbl CUMMETPUYHO pac-
NoNoXeHbl, Gopma 6anKe K BepeTeHo06pa3HON, OKpyKalo-
lMe MSArkMe TKaHW HECKO/bKO YMJIOTHEHbI. [Tpo3pavyHocTb
KOCTHbIX CTPYKTYp HE3HauyuTeslbHO MNOBbIWEHa, OTMeYaeTcs
pacwupeHne metadm3oB 6edpeHHbIX M 60/bliebepLIOBbIX
KOCTeN C HeBONbLION HEPOBHOCTbID KOHTYPOB. KOHTypbI
CYCTaBHbIX MOBEPXHOCTEN YEeTKUe, MecTamu HepoBHble 3a
CYeT 30H pocTa. 3aKNlo4eHue: PEeHTreHOoNorMYeckne npwm-
3HaKW MOTyT COOTBETCTBOBATb MUHMMAJIbHbIM MPOABIEHUAM
PaxXMTUYECKUX UBMEHEHUN.

MauMeHT KOHCYNbTUPOBAH OTONIAPWMHIOIOrOM, AMArHoc-
TUPOBaH [BYCTOPOHHUM 3KCCYAATUBHbIN OTWUT, BpPa4voOM-
racTPO3HTEPOSIOrOM, HEBPOJIOFOM, 3anoo3peHo 3abonesa-
HWe M3 rpynnbl HacneACcTBEHHbIX 601e3He o06MeHa BELLECTB.

PebeHKy npoBefeHa KOHCy/NbTauusa Bpaya-reHeTuka,
anddepeHumManbHas AMarHoCTMKa npoBoaunacb B rpynne

Ta6nuua 1. Pe3ynstathl NabopaTopHbIX MCCeaoBaHMi NaLmeHTa
¢ 60ne3Hbio HUMaHHa — lMNuka, TMn A B Bo3pacTte 5 mec

Table 1. Laboratory results of the patient with Niemann-Pick
disease, type A at the age of 5 months

AnaHnMHamuHoTpaHcdhepasa, Ea/n 158 5-40
AcnapTtaTamuHoTpaHcdepasa, Ea/n 196 5-42
famma-rnyramuntpaHcdepasa, Ea/n 70 3-30
LLlenoyHas dpocdartasza, Ea/n 545 50-350
NaKktatgervaporeHasa, Ea/n 261 91-225
KpeaTtuHuH, MKMOnb/N 15 18-35
Tpurnmuepuabl, MMOsb/N 2,37 0,34-1,60
XonectepuH, MMOsb/n 55 1,8-4,5
Anbda-1-aHTUTPUNCKUH, Mr/an 189 78-200
JlakTaTt, MMOosb/n 1,8 0,5-2,2
[noKo3a, MMonb/n 5,4 3,3-55
Kanbuwmit, Mmonb/n 2,55 2,25-2,75
NenkounTsl, X10°/n 17,6 6,6-11,6
SpuTpoumThl, X1012/n 4.4 3,1-4,6
[emorno6wuH, r/n 121 110-135
Tpom6oLmThI, X10%/n 270 229-494

JIN30COMHbIX 60ne3Her HaKonneHus: 6one3Hb HumaHHa —
Muka, Tvn A (?), GM1-ranrnmo3ungos (?).

Bo Bpemsa gaHHOM rocnuvtanusauuu y nauneHTta nos-
BUAUCb Kallenb, OAblWKa C y4acTUeM BCMOMOraTe/nbHOM
MycKynatypbl 4o 60—70 B MUHyTY. [pn ocMoOTpe: AbixaHue
YeCTKoe, ocnabneHHoe Mo nepeaHen NoBEPXHOCTU crnpaBa
B BEPXHUX OTAENaX, BiaXKHble XpUNbl ¢ 06enx CTOPOH, cne-
Ba KpenuTauus. Mpu peHTreHorpaduun opraHoB rpyaHoOm
K/IETKM B NPAMOM M NpaBon GOKOBOW MPOEKLUAX Onpe-
fenseTcss HEeroMOreHHbl y4aCTOK CHMXEeHUs MHeBMaTu-
3aLMN BbICOKOWN MHTEHCUBHOCTU C HEYETKMMU KOHTypamu
B BEPXHEW gone (B npoeKunn S1) n NpuKOpPHEBLIX OTAENax
(B mpoekuun S3) npaBoro nerkoro (puc. 2). JleroyHbin

Puc. 2. PeHTreHorpadus opraHoB rpyfHOM KIEeTKM nauueHTa ¢ 6one3Hbio HumaHHa — lNMuka, Tvn A, Bo3pacT 5 mec
Fig. 2. Chest X-ray of the patient with Niemann-Pick disease, type A at the age of 5 months

MpumeyaHune. CTpenKaMm OTMEYEH HEFOMOTEHHbIW Y4aCTOK CHUXEHWSI MHEBMATU3aL/MK BbICOKON MHTEHCMBHOCTU C HEYETKMMU KOHTYpamu
B MPUKOPHEBbLIX OTAENaxX (B NPoeKLunmM S3 — puc. cnesa) v BepxHew aone (B NpoeKumn S1 — puc. cnpaBa) MpaBoro Jerkoro.
McToYHMK: doTorpadun n3 ceMenHoro apxmea (MpefocTaBieHbl POAUTENEM NaLMEHTa).

Note. The arrows indicate a non-homogeneous area of decreased pneumatization of high-intensity with ill-defined margins in parahilar areas

(S3 on the left) and the upper lobe (S1 on the right) of the right lung.
Source: family archive photos (provided by patient’s parent).

CURRENT PEDIATRICS /2024 / V.23 /N2 3

1

BOMPOCbl COBPEMEHHOW MEAUATPUM / 2024 / TOM 23 / N2 3



Clinical Observation
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KnuHunyeckKoe Ha6noaeHue

PUCYHOK fedOopMUpOBaH, yCUNEH MO COCYAUCTO-UHTEPCTH-
LManbHOMY TMNY (MBMEHeHUs 6onee BblpaxeHHbl cnpaBsa).
MHeBMaTM3aLunsa NeBoro Nerkoro coxpaHeHa. KopHu ner-
KWUX: cnpaBa He CTPYKTypeH, pacliupeH, YyrnaoTHEeH, creBa
CTPYKTYPHOCTb COXpaHeHa, NPUKPLIT TeHblo cepaua. TeHb
CpeaocTeHMs M cepila HEeCKONIbKO CMelleHa BfieBO 3a
CYeT yKNafKK1, KOHTYpbl YeTkue. Cepaue okpyrnon dbopmsl,
B pa3Mmepax He yBenun4yeHo. Kynonbl gvadparmbl poB-
Hble, YeTKMe, YNOLWEHbl B laTepanbHbiX otaenax. CUHycChl
anddepeHumpytotes. Pebpa MMeloT ropu30HTallbHbIN XO[.
3aKn4yeHne: peHTreHoslorMyeckas KapTvHa WHOUNb-
TpaTUBHbIX U3BMEHEHWIM MPaBOro fsierkoro. Ha ocHoBaHuu
JaHHbIX KIMHWYECKOW KapTUHbl U peHTreHorpadu4ecKoro
nccnefoBaHus nNauMeHTy yCTaHOBNEH AnarHo3 «npaBoCcTo-
POHHAS BepxHegosieBas (acnupaunoHHas) MHEBMOHUS».
[MauMeHT KOHCYNbTMPOBaAH My/1bMOHOJIONOM, Ha3HayeHa
aHTMbaKTepuanbHas Tepanus.

MeTofoM TaHAEMHOW MacC-CNEKTPOMETPUM NPOBELEHO
nccnegoBaHMe aMWMHOKUCAOT W auUMIKAPHTTMHOB OpraHu-
YECKMX KMCNOT KPOBM, MO [AaHHbIM KOTOPOro [AaHHbIX 3a
amMuHoaunaonaTtMn, opraHM4yecKkue auuaypun u aedekThbl
MWUTOXOHAPUANbHOro 6€Ta-OKUCIEHNS HE BbISIBNIEHO.

[MpoBeaeHa 3H3UMMOAMArHOCTMKA JIM30COMHbIX 60nes-
HeW HaKonneHuss — aKTUMBHOCTb 6eTa-D-ranakro3mpassbl,
6eTa-D-rnioko3naasbl, reKco3aMmnHMaasbl TOTalbHOW, A0S
(B mpougeHTax) rekcosammHuaasbl dpakuum A, XMToTpUasu-
nasbl 6blna B npegenax pedepeHCHbIXx 3HavYeHWn. McKhto-
YeHbl guarHosbl «6onesHb [owe», «GM1-raHrMMo3naos»,
«GM2-raHrn1o3naos». Y nauneHTa BblSBIEHO Pe3Koe CHUKe-
HUEe aKTMBHOCTU COUHIOMMENUHA3BI B IENKOLIUTAX KPOBU —
0,02 HM/mr /4 (Hopma 0,56-3,24 HM/mr/4). 3anogo3peHa
60one3Hb HumaHHa — lMuka, TmMn A.

Puc. 3. CuMNTOM «BULLIHEBOW KOCTOYKMW» U U3BUTOCTb COCYA0B
CeT4aTKM y naumeHTa ¢ 6one3Hbio HumaHHa — Muka, Tun A

Fig. 3. Cherry-red spot and angulated retinal vessels in the patient
with Niemann-Pick disease, type A

lMpumeyaHune. CTpenKon oTMeYeHbl TEMHO-KpacHas LieHTpanbHas
SAIMKa ceT4YaTKu (CUMNTOM «BULIHEBOW KOCTOYKW») U U3BUTOCTb
COCY/I0B CETHaTKK, BbIBEHHbIE MPU 0PTaNbMOCKOMUYECKOM
06cnefoBaHun.

McTovHMK: dpoTorpadun n3 ceMermHoro apxmsa (NpeaocTaBneHbl
poauTenem nauueHTa).

Note. The arrow indicates dark red central fovea on retina (cherry-
red spot) and angulated retinal vessels revealed at ophthalmoscopic
examination.

Source: family archive photos (provided by patient’s parent).

MpeaBapuTeNbHbIA AUArHo3

YyuTbiBas AaHHblE KIMHUYECKOW KapTUHbI WM [daHHble
NabopaTopHbIX U MHCTPYMEHTASbHbIX MCCeaoBaHWM, anar-
HO3: «6one3Hb HumaHHa-lMNuka, Tmn A (?)».

PekomeHAoOBaHO NpoBeAeHWE MONEKYNSAPHO-TEHETU-
yecKoro o6cnegoBaHusa. MeTogom NpsiMoro aBToMaTuye-
CKOro CEeKBEeHMpPOoBaHUA Obln UCCNefoBaHbl BCE KOAUPY-
lOLLME IK30HbI U NpuUeratoLline K HUM MHTPOHHbIE 06nacTu
reHa SMPD1 KaK y nauueHTa, Tak U y ero poautenemn.
B ak30He 2 reHa SMPD1 BbisBneHa pgeneuus c.996del
B reTepo3MroTHOM COCTOSIHWM, MPUBOASLLAS K CABUTY paM-
KW cynTbiBaHusA p.F333Sfs*52 (yHacnegoBaHa OT maTe-
pu). deneuusa onucaHa paHee y nauuMeHToB C 6ones-
Hbto HumaHHa — [uka, Tvn A [15]. B 3Kk30He 3 reHa
SMPD1 o6HapyxeH paHee OMUCaHHbIM KakK naToreHHbIn
HYKNEeoTUAHbIN BapuaHT ¢.1252C>T B retepo3nrotHOM
COCTOSIHMM, MNPUBOASAWMN K TepMMUHaLUMK TpaHCAauuuU
p.Arg418* (yHacnegoBaH OT oTtua). JaHHbIW HyKNeoTua-
Hbl BapuaHT paHee OnucaH y NauMeHToB C 60NEe3HbI0
HumaHHa — MMwuKa, Tvn A [16]. MeTogoM npsMoro aBTo-
MaTU4yeCKOro CeKBEeHUPOBaHWA MPOBELEHO MONEKynap-
HO-reHeTu4yeckoe obcnenoBaHue poauTenen npobaHaa:
y OTua BbISIBJIEH HYKNEOTUAHbIM BapuaHT ¢.1252C>T
(p.Arg418%*) B reTepo3UroTHOM COCTOSAHUU B reHe SMPD1,
y matepu — peneuusa c.996del (p.F333Sfs*52) B rete-
PO3UrOTHOM COCTOSIHMM B reHe SMPD1. B coOTBETCTBUMU
C AaHHbIMUW KIIMHUYECKOM KapTUHbI U pe3ynbTaTamu mose-
KyNsipHO-reHeTUYeCcKoro o6cneaoBaHWs MauMeHTy ycTa-
HOBNeH AuarHo3: «bone3Hb HumaHHa - [luKa, TvMN A.
Tun HacnegoBaHMS — ayTOCOMHO-PELECCUBHbIN».

Mpn odTanbmonornyeckom ob6cregoBaHUKM, MpoBe-
[EHHOM B CBfiI3W C YCTaHOBMIEHHbIM AMArHO30M 60Ne3HU
HumaHHa — lNuKa, TN A, Ha rMas3HoM AHe nauueHTa BblifB-
JIEH CUMMNTOM «BULIHEBOM KOCTOYKW» (pUC. 3).

AnHamuKa u ncxopbl

B TeueHne ¥u3HU pebeHoK 6Gonee 10 pa3 npoxoaun
CTaLlMOHApPHOE NleYeHWe B CBSA3W C OCTPbIMU GPOHXUTaMM,
KaTapasbHbIMWU OTUTAMM, MHEBMOHWAMM PA3/IMHHON CTEMEHM
TSXKECTW. Y MauMeHTa nporpeccupoBana HEBPOSOrMYecKas
cMMNTOMaTUKa: oTMeYanucb Anddy3Has MbllleyHas rmnoTo-
HUS, MbllLEeYHas cnabocTb, N0 Mepe NPorpeccMpoBaHms 3abo-
nesaHus GOPMMPOBANUCH KOHTPAKTYPbI TOKTEBbIX, KONEHHBIX,
rONIEHOCTOMHbIX CYCTaBOB, HaAbfAepHbi odTanbmonapes,
CYLOPOXKHbIN CUHAPOM, NceBLOBYNb6aPHbIA CUHAPOM.

B Bo3pacTte 2,5 net pebeHoK npoxoann obcnenoBaHue
W NeYeHune B cTallMoHape No MeCTy XKUTENIbCTBA C IMarHo30M:
«[IBYCTOPOHHSAS MHEBMOHMUSA, BTOPWUYHbIN remadarounp-
TapHbIA CMHAPOM, CMHAPOM CMELWAHHOro amHo3, NnceBAao-
Oynb6apHbIN CMHAPOM, TeTpanapes, 6e/IKOBO-3HEepPreTu-
yecKas HeJoCTaTO4YHOCTb, MHEBMOCKNEPO3». Y nauueHTta
OTMeYeHa Bblpa)KeHHas renaTocnaieHoMeranuns: ne4yeHb —
+11-12 cm OT Kpas pebepHOW Ayrn no npaBoW cpefHe-
KMIOYUYHOM NIMHWUK, MIOTHAs Ha Ollynb, Kpan 3a0CTPEH,
ceneseHka — +15-17 cM, HUXKHWUIK Kpal NpaKTUYECKU Ha
YpOBHE Kpbliia NOAB3AOWHON KOCTU, MAOTHbLIN, 3a0CTPEH.
Mo paHHbIM peHTreHorpadwn OpraHoB TPYAHON KNETKM
onpeaeneHo CHWXXeHWe MnHeBmMaTu3auun Nerkux, bonee
BblpaX€HHOE BO BHYTPEHHWX OTAEeNax, 0COO6EHHO crnpaBga,
Ha GOHe Pe3KOro oTeKka Nero4yHon TKaHw. NpaBbli KOHTYP
cepaeyvyHor TEHU HevyeTKun. PeGeHOK nonyvan cumntomMa-
TUYecKyt Tepanwuio. lNpu npoBeaeHun peHTreHorpadum
B AMHamuKe (4epe3 10 cyT) OTMEYEHO yBENMYEHUE MHEB-



MaTU3aLnKn NeroYyHom TKaHW, paspelleHne oTeKa ero4Hom
TKaHW M BMECTe C TEM COXpPaHeHMWe BblpaxeHHbIX N3MeHe-
HWUI CTPYKTYPbI 1EFOYHOIO PUCYHKA, a TaKXe MHOXECTBEH-
HbIX 04aroBbIX TEHEN HEBbLICOKOW CTENEHW MIOTHOCTH, YTO
MOXHO pacLeHnBaTb KaK NPOABAEHUA OCHOBHOIo 3abone-
BaHus. B BepxHem nero4yHom none cnpaBa 3admMKCUPOBaH
CTOMKMM Yy4aCTOK CHWMXEHUS MHeBMaTU3aluKn, KOTOPbIN
OblN pacLEeHeH KaK y4aCcToOK MHEBMOCKepo3a. 1o gaHHbIM
na6opaTopHbIX MCCNeaoBaHUI NaLMeHTa BO BpeMS rocCmnu-
Tanus3aumm B 2,5 roga BbISIBAEHO YBE/IMYEHWE aNaHWH-
amMuHoTpaHcdepasbl, acnaptataMuMHoTpaHchepasbl, ram-
Ma-rnyTamuntpaHcoepasbl, TPUIMMLEPUAOB, XONECTEPUHA,
aMMOHMUS, remornobuHa, TPOMOOLMTOB B KPOBU, a TaKKe
CHUMEHWE KOHLEHTPaLUMKN KpeaTuHUHa (Tabn. 2).

B Bo3pacte 3 neT B pesynbrate AeKoMneHcauuu (No gaH-
HbIM MEAMULIMHCKON OKYMEHTaLIMK) NEero4HO-CepaeHHON Heao-
CTaTO4HOCTM, BO3HUKLLIEN KaK OCMIOXHEHWE OCHOBHOMO 3a60-
neBaHus, 3aPpUKCMPOBAHO HaCTyMeHMe NeTanbHOro Ucxoaa.

BpemeHHas wKana
XpoHonorus pasBuTua 60ne3Hn HumanHa — [luKa,
TMN Ay NauuneHTa npeactaB/ieHa Ha puc. 4.

OBCYXAEHUE

bonesHb HumaHHa - lMuKa, TMN A — peaKkoe Hacnea-
CTBEHHOe 3abo/sieBaHWe C MPOrpeccupylownum TevyeHuem
W paHHMM neTanbHbIM McxoaoM [6, 17]. BaHylo ponb
B AMArHOCTMKe 601e3HU urpaeT cop CEMENHOro aHamHe3a:
Hanuyue feten, ymMeplwux B paHHEM Bo3pacTe OT 3abone-
BaHMM MeYyeHW, COMPOBOKAABLUMXCSH YacTbiMM MHEBMOHMU-
AMW U nporpeccupylowmm nopaxeHnem UHC; npuHagnex-
HOCTb poauTenen K 3THUYECKOW rpynne eBpeeB-allKkeHasun
(1 cny4yan 60ne3HM Ha 40 ThIC. YKMBbIX HOBOPOXAEHHbIX [17]),
a TaKXe MpOoXMBaHME B HEKOTOPbIX pernoHax baurkHero
Boctoka, HOxHon Adpuku u KOKHOM A3uK, rae BbICOKa
yacTtoTa 6/IM3KOPOACTBEHHbIX 6paKkoB [17].

Puc. 4. XpoHonorus pa3sutusa 6one3Hn HumanHa — lNuka, tun A
Fig. 4. Course of Niemann-Pick disease, type A

Ta6nuua 2. Pe3ynbraThl N1abopaTopHbIX UCCNEA0BaHUI NauneHTa
¢ 60one3Hblo HumaHHa — Muka, TMn A B Bo3pacte 2,5 net

Table 2. Laboratory results of the patient with Niemann-Pick
disease, type A at the age of 2.5 years

Mokasartennb 3HavyeHue Hopma
AnaHnMHamuHoTpaHcdhepasa, Ea/n 53 5-40
AcnapTtaTamuHoTpaHcdepasa, Ea/n 85 5-42
lamma-rnytamuntpaHchepasa Ea/n 78 0-35
LLlenoyHas pocdartasza, Ea/n 198 60-400
NaKktatgervaporeHasa, Ea/n 168 0-314
KpeaTuHWH, MKMOsb/N 15,7 35-110
Tpurnmuepuabl, MMOnb/n 3,08 0,4-1,86
XonectepuH, MMOsb/n 4.6 3,7-5,8
AMMOHWI, MKMONb /N 60 <50
[noKo3a, MMonb/n 5,3 3,3-5,5
Nenkouuntsl, X109%/n 51 45-135
ApuTpoLmThl, X102/ 35 3,1-4,6
[emorno6wuH, r/n 101 115-145
Tpom6oLmThI, X10%/n 77 206-369

Bo3pact maHudecTtaumnun 60one3Hn HumanHa — [uKa,
TMn A — nepBble Mecaubl XW3HWU. HayanbHbIMW CUM-
nTomamu 3abofieBaHUsA ABNSIOTCSH HefoCcTaTtoyHas npu-
6aBKa maccbl Tena, renaTtocrnieHomeranus, nporpeccu-
pylolee nopaxeHue neyvyeHu, rnoparkeHue nerkux [6, 17,
18], 4TO 6bII0 CBOMCTBEHHO TaKXe M OMNMCaHHOMY Hamw
nauneHty. B nocnepywowem ang 60n1e3HU XapaKTepHOo
npucoeanHeHue nporpeccupyollerd HeBPOOrMyecKon
cumnTomMaTtuku. Mpu odTanbmonornyeckom obcnenosa-
HWUU BbISBNSAIOTCA CUMMTOM «BULIHEBOW KOCTOYKW», a TaK-
e OT/NIOXKEeHWe NUNMAOB B CeT4yaTKe, YTO BbI3blBaeT ee
nomMyTHeHue, 6enoBatylo okpackKy [19]. B nutepaTtype ecTb
onucaHWe nauuneHTa, y KoToporo 3aboneBaHve maHube-

Onddy3Has MblweyHas
FMNOTOHUS, MblLLIEYHas
€NaboCTb, CHUXEHNEe

[ByCTOPOHHASA
NMHEBMOHWS, BTOPUYHbIN
remodaroynTapHbIv

OcTpas cermeHTapHas
NPaBOCTOPOHHAS MHEBMOHMS

YcTaHOBNEH AnarHo3
«6one3Hb HMMaHHa —

[ABUratenbHOM aKTUBHOCTH,
KOHTPaKTypbl B JIOKTEBbLIX,
KOJIEHHbIX, TOJIEHOCTOMHbIX

CUHAPOM, CUHAPOM
CMeLlaHHOro anHoa,
ncesaobynb6apHbIf

Co 2-x cyT 2 8 4 4.5 515 6 7 mec — 1roa 2
YKU3HU mec Mec mec mec mec mMec 2,5ropa 8 mec roga

Muka, Tvn A» cycTtaBax, orpaHu4yeHue CUHAPOM, TETpanapes,
[BUXEHWUSA rasHbIX A6/10K 6e/IKOBO-3HepreTuyecKas
dusmnonormyeckas KHapyXu, ropu30oHTanbHbIN HeoCTaTO4YHOCTb,
WenTyxa (anuTenbHas) | [enatocnneHomeranus | HUCTarm NHEBMOCK/IEPO3

2,5 3
roga roga

HepocTtatoyHas npubaBKa
macchl, Aubody3Has
MbllUEeYHas rMnoToHuUS,

[paBOCTOPOHHSA BEpXHeoneBas
(acnupaunoHHas)
NHEBMOHUSA (S1-S2)

OBCTPYKTUBHbBIN GPOHXUT

CWHAPOM CMeLLaHHOoro anHoa, JNleTanbHbln
cuMMTOMaTU4ecKas anunencus, nexon
TeTpanapes, HagbsAepPHbIN
odTanbmonapes

3afepKka MOTOPHOIo Pa3BuUTHs,
pe6EHOK HeyBEPEHHO [IePKUT roNoBy,
HUCTarM ¢ POTaToOPHLIM KOMMOHEHTOM

YacTble 6POHXUTbI, OTUTbI, MTHEBMOHMM,
renaTtocrnieHoMeranus, Hu3Kas

npu6aBKa Macchbl Tena
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CTUPOBANo ANUTENbHOW NUXOPAAKON, 3aAepKKon Gpuanye-
CKOro pasBuUTUS, peunanBupyowmMMmn MHOEKLUAMU TErKUX
W XKeNnyao4yHO-KMLWEYHOro TpakTa HadnHasa ¢ 3-Mecsa4yHoro
BO3pacTa, B CBA3KN 4eM pebeHOK HECKOIbKO pas Npoxoauns
cTaunoHapHoe ne4veHue [17]. B gpyrom cnyyae y nauu-
E€HTKM Ha BTOPOM Mecsille XM3HM OTMe4yeHa renartocnse-
HOMeranus, a ¢ 5 Mec — nporpeccupytollas 3agepiKa
pa3Butua [18]. Y o6oux geten [17, 18], KaK U y Halle-
ro nauueHTa, MMenucb GeHOTUNUYEeCKMe OCOOEHHOCTH,
anddysHasa MblleyHas rMNOTOHMSA, CUMMNTOM «BULIHEBOMU
KOCTOYKM» Npu odTanbMockonuun. PaHee Oblno ony6au-
KOBa@HO OMnUcaHue KIWMHUYECKOTO HabniofeHns pPoCCUR-
CKOro nauueHTta ¢ 6one3Hbio HumaHHa — [uka, TMn A,
y KOTOporo 3aboneBaHue mMaHudbecTMpoBasso B BO3pacTe
6,5 mec [19]. Y pebeHKa 6binn BbiiBNEHbI OrpybieHue 4yept
iMua, nerkas TyronoABWXHOCTb KPYMHbIX CyCTaBOB, yBen-
YyeHue nevyeHun u cenesdeHku [19]. K Bospacty 1 roga 1 mec
OTMeYancs perpecc ncMxomMoTOPHbIX HaBbIKOB, MOSIBUINCH
B34parneaHua [19].

Kak cnenyetr 13 nutepaTypHbIX AaHHbIX M OMUCAHHOrO
HaMW KIIMHUMYECKOrO C/lyyast, CNeKTp KIMHUYEeCKUX nposiBe-
HWM Y NauUMeHToB ¢ 601e3Hbi0 HMMaHHa — MNuKa, Tun A umeet
3Ha4YUTENbHYIO BapuabenbHOCTb, U ero n3ydeHue u onucaHue
CNOCOBCTBYIOT paHHEMY YCTAHOBJIEHUIO AMarHo3a AaHHOro
peaKoro 3abosieBaHus, YTO UFPaET BaxKHYyO posb B BblGope
TaKTUKU BeaeHuss u MeTofoB Tepanuu. lNpu atom audde-
peHuManbHaa guarHoctMka 6o0ne3Hn HumaHHa - [luKa,
™ A npoBoauTCa ¢ 60ne3Hbio [owe, 60ne3Hbi0 BonbmaHa
(0eduuUnT NU30COMHON KUCNOM nunasbl), UHPaAHTUIbHbIMU
dopmamn GM1- 1 GM2-raHrMo3na030B8, MyKOIMMNA030M,
™n ll, TAxensiMu dopmamu mykononucaxapuaosos (MIC |,
MMC VIl), ranaktocnmanngo3om, TUpo3uvHemuew, Tun 1,
HeJOCTaTOYHOCTbIO anbda-1-aHTUTPUNCUHE, MYKOBMUCLIMAO-
30M, 60ne3Hblo0 BunbcoHa — KoHoBanoBa, MMKOreHOBOW
60ne3Hbto, TMn IV (6onesHb Nomne, MHbaHTUNbHaA dopma),
BPOMAEHHBIMU HapPyLIEHUAMU TUKO3UnMpoBaHus (tun IL)
[6, 20, 21]. Kpome TOro, HeEO6XOAMMO WCK/IOYUTb ayTo-
MMMYHHbIE renatobunnapHble rnopakeHus, 60JIe3HN neve-
HW BMPYCHOM W MapasvTapHOW 3TUOJSIOTUU, BPOXAEHHbLIN
GUOPO3 neveHu, a TaKKe NOPoOKN Pa3BUTUA COCYLOB CUCTe-
Mbl BOPOTHOW BEHbI, OHKOIOrM4YecKre 3aboneBaHus, remaTto-
flornyeckyto naronoruio [6, 13].

bonesHb HumaHHa — MMuka, TMN A “MeeT GbICTPONpPo-
rPECCUPYIOLUIN XapaKTep TeHeHUS U MPUBOAUT K NeTanbHOMY
ucxody B nepBble rofbl XWM3HW. o AaHHbIM AUTEpaTypbl,
BeAyLMMM NPUYMHAMKU NeTanbHOro UCXoAa ABASIOTCS Ablxa-
TeNbHas HeAOCTaTOYHOCTb, MPOrpeccupyloLllee nopaxkeHue
nedyenun n LUHC [21, 22, 23].

JleyeHne 6one3Hn HumaHHa — [uKa, TMN A BKJOYaeT
B cebd CMMMNTOMaTUMYeCKylo Tepanuio, HanpaBfIEHHYIO Ha
CTabuIn3aLmio CoCToAHUA nauneHTta. B HacTosllee Bpems
pa3paboTaHbl METO/bI NaTOreHETUYECKON Tepanum 601e3HM
HumaHHa — lMvka, Tvn A/B 1 B, nockonbKy pepmeHTo3ame-
CTUTeNbHaa Tepanus He NMPOHMKaeT Yyepel3 remaToaHueda-
NIMYECKn 6apbep, ee NPUMEHEHME OpraHnYeHo Npu Tune A,
COMPOBOXAAOLWNMCS TAXKENbIMU HEBPONOrMYECKUMU Hapy-
lWeHnsAMK. B yacTHOCTH, B iMTepaType ONMCaHO HECKONbKO
c/ly4yaeB TpaHcnaaHTaLumn reMonoaTMYeCKMX CTBOSIOBbIX Kile-
TOK nauueHTam ¢ 6onesHbio HumaHHa — lMuKa, TMn A, ogHa-
KO 3Ta Tepanus He ynyylwaeT U He CTabuansunpyer HeBpoO-
JIorMYyecKkne nposBneHUs O0Ne3HU U MOXKEeT NPUBOAUTL
K TSXKENbIM NMOCTTPaHCMIaHTALNOHHBIM OC/IOHEHUAM [23].
depmMeHTO3amMecTUTENbHAA Tepanus PEeKOMOMHAHTHOM

KUCNon cOUHrommenmHason (onunyaasa anbda) NpumeHs-
eTcs Ang Tepanuvu naumeHToB ¢ 060/e3Hbld HuMaHHa -
Muka, Tvn A/B n B [24]. B KInHWYecKoe wuccnenoBaHue
ASCEND-peds 6b1nv BKIOYEHbI NaLMEHTbI AETCKOro BO3pac-
Ta ¢ TvnomMm A/B 1 B, y KOTOpbIX Ha doHe pepMeHTO3aMecTH-
TENbHOW Tepanuu oTMeyvanacb MNONOXMUTEeNbHas AMHaAMUKA:
3a nepuoj 12 Mec Habnwpanncb yMeHblleHWe pa3mepoB
nevyeHn W cenes3eHKn, HopManu3auusa nokasaTenen pocTa
M Maccbl Tena, [aHHbIX 3nactorpadun neyeHu, AUMUAHOro
npoduns, nokasarenen QYHKUUKU NETKUX, @ TaKKe CHUXKe-
HWEe KOHUEeHTpauun éromapKkepa Lyso-SM, KOTOpbI pe3Ko
NoBbIWAETCS Y NaLUMEHTOB ¢ 60ne3Hbo HumaHHa — [uKa.
BmecTte ¢ TeM Ha ¢oOHe TaKoro fie4eHns y nauueHToB He
BbISIBIEHO KaK yNyylWeHUs, TaK U YXyAWeHUS KOTHUTUBHbIX
GYHKUMIA [24]. MNepcneKTMBHbIM METOA0M JieHeHUss 601e3HU
HumaHHa — lMuka, TMn A aBnseTtca reHHas Tepanus [23, 24].

CeMbsiM, B KOTOPbIX BbIIBNEHbI cly4an 6G0Ne3HU
HumaHHa — [llvka, TMn A, OOMKHO OblTb PEKOMEHAOBAHO
npoBefeHne MeAUKO-TEHETUYECKOro KOHCYNbTMPOBAHUSA
C uenblo MHGOPMUPOBAHUSA CEMbU O BbICOKOM PUCKE POXK-
[eHnsa geTen ¢ 3Ton 60ne3Hbio (25%), a TakKe 0 TaKTUKe
nnaHupoBaHUS NocneaylolWmx AeTopoXKaeHUn. Kpome Toro,
Heob6xoaAMmMO npoBecTn obcnegoBaHMe cubcoB nNpobaHaa
(B TOM yMcne mnaglwmx cectep u 6patbeB), APYrMX POACTBEH-
HWKOB, OCOBEHHO MPW HalM4YMKU POACTBEHHbLIX GPAKOB WM
NPUHAANEKHOCTU K 3THUYECKON rpynne ¢ BbICOKOW pacnpo-
CTpaHeHHOoCTblo 60ne3HnM HumaHHa — Muka, Tvn A [4, 6, 23].

3AKJ/IIOMEHUE

bonesHb HumaHHa - [lluka, TN A — peakoe 3a6o-
NleBaHMe U3 rpynnbl TM30COMHbIX 6ONE3HEN HaKOMNEHUS.
3aboneBaHne MaHUOECTUPYET B MNEpBble MeCHLbl XU3-
HWM MI0XOM NPUGaABKOM Maccbl Tena, renatocnjieHoMmera-
NIMen, nopaxKeHWem pfbixaTeNbHOW cucteMbl, Andody3HOn
MbILEYHOM TUNOTOHUEN, MPOrpPecCUPYIOUM MOopaXeHu-
em UHC. BaHbl OMarHOCTMYECKUM MNpU3HaK 3aboseBa-
HUA — Hanu4Me cUMNToOMa «BULWHEBOW KOCTOYKW», OBHa-
pyxuBaemoro npu odTanbMoSIOrM4EeCKOM 06CefoBaHuUu.
Peunameupyloline NHEBMOHUKN SBNSAIOTCA TAXENbIM, MPOr-
HOCTUYECKN HEebnaronpuATHbIM KIMHUYECKUM MPOSABJIEHU-
eM 3ab0/ieBaHUsA, YTO B COYETaHWW C MPOrPECCUpPYIOLLUM
nopaxexnvem LHC v renatobunvapHoi cuctembl NpUBOAUT
K netanbHOMy wucxony. YCTaHOB/NEHWe AuarHo3a 60nesHu
HumaHHa — luKa, TMN A Ha OCHOBAHWW KIIMHUYECKOW Kap-
TUHbI, 3H3UMOAMArHOCTUKU U [aHHbIX MONEKYNSPHO-reHe-
TMYecKoro obcnefoBaHus NMOMOXET MNpaBUIbHO BblGpaTb
TAKTUKY BeAeHUs 1 Tepanuu nauueHta u npoBectn adpodek-
TUBHOE MEAMKO-TEHETUYECKOE KOHCY/bTUPOBAHWE CEMbMU.
OnddepeHumaumsa mexagy tunamum A, A/B n B 60ne3nu
HumaHHa-TnKa urpaeT Ka4YeByo po/ib B CBOEBPEMEHHOM
Ha3Ha4yeHMM naTtoreHeTU4eCcKon Tepanuu, 41O No3BOJSISeT
YNYHLWWUTb NPOrHO3 U KAYECTBO XM3HWU NaLMEHTOB.

WHOOPMUPOBAHHOE COIIACUE

MonyyeHo noanucaHHOEe 3aKOHHbLIM MpeacTaBuUTENEM
naumeHTa MHGopmMmMpoBaHHOEe AOOGPOBOMbLHOE cornacue Ha
ny6MKaLMIO ONMUCAHUS KITMHUYECKOro cyvas n ¢oTtorpadum
nauueHTa (gata noanucaHusa 14.04.2024).

INFORMED CONSENT

Patient’s legal representative has signed informed
voluntary consent on publication of the clinical case and
patient’s photographs (signed on 14.04.2024).



UCTOYHUK ®UHAHCUPOBAHMUSA
OTcytcTBYET.

FINANCING SOURCE
Not declared.

PACKPbLITUE UHTEPECOB

H.B. ypkoBa — u4TeHWe neKuuMn Ana KoMMnaHuwm
«Takepa», «CaHobW», <AcTpadeHeKar, «<Kbe3n», «HyTpuums».

H.[l. BawaKkmaa3e — 4TeHWe NeKuuh A1 KOMMaHUK
«Takepa», «CaHodu», «buomapuH», «HaHonek», «Kbesn»,
«HyTpuuus», <AcTpaseHeKar.

A.H. CypkoB — u4TeHMe JfeKuuMn [Ans KOMMaHWuK
«MnTnCu  TepanbioTnke», 000 «CBuKC bBuodapmar,
«CaHodu», «AcTpasdeHeka», AO «Otucudapm», «J1eoBUT»,
000 «Anbdacurma Pyc», 000 «Onenna Xenckear.

10.10. KotaneBcKaa — 4TeHue NeKkuun ang KoMnaHun
«CaHodu», «ACTpadeHeKan.

E.l0. 3axapoBa — u4TeHWe NEKUUN A1 KOMMNaHuMn
«Takepga», «CaHodn», <brnomapuH», <HaHonek», «<Kbean».

J1.C. Hama3oBa-bapaHoBa — nosyYyeHne uccneaoBa-
TEeNbCKUX FPAHTOB W FOHOPAPOB 3a Hay4HOE KOHCY/IbTUPO-
BaHWe M YTeHMEe NeKuun oT dapmMaueBTUYECKUX KOMMaHWUM
000 «PapmacbioTnkanc», 000 «POPT», 000 «llanep
Buotex Pyc», 000 «[ldanzep MHHoBauum», 000 «CaHodwu-
aBeHTUC rpyn», 000 «366Bwu», 000 «[bep Pabp».

OcTtanbHble aBTOpPbl CTaTbW MOATBEPAMNM OTCYTCTBUE
KOHIMKTa MHTEPECOB, O KOTOPOM HEOBGXOAMMO COOBLLMUTb.

DISCLOSURE OF INTERESTS

Nataliya V. Zhurkova — lecturing for pharmaceutical
companies Takeda, Sanofi Aventis Group, AstraZeneca,
Chiesi pharmaceuticals, Nutricia.

Nato V. Vashakmadze — lecturing for pharmaceutical
companies Takeda, Sanofi Aventis Group, Biomarin, Nanolek,
Chiesi pharmaceuticals, Nutricia, AstraZeneca.

Andrey N. Surkov — lecturing for pharmaceutical
companies PTC Therapeutics, Swixx BioPharma, Sanofi
Aventis Group, AstraZeneca, OTCPharm, Leovit, Alfasigma
Rus, Opella Healthcare.

Yuliya Yu. Kotalevskaya — lecturing for pharmaceutical
companies Sanofi Aventis Group, AstraZeneca.

Ekaterina Yu. Zakharova — lecturing for pharmaceutical
companies Takeda, Sanofi Aventis Group, Biomarin, Nanolek,
Chiesi pharmaceuticals.

Leyla S. Namazova-Baranova — receiving research
grants and fees for scientific counseling and lecturing from
pharmaceutical companies MSD Pharmaceuticals, FORT,
Shire Biothech Rus LLC, Pfizer Innovations, Sanofi Aventis
Group, AbbVie, Pierre Fabre.

Other authors confirmed the absence of a reportable
conflict of interests.

CIMUCOK JINTEPATYPbI / REFERENCES

1. Niemann A. Ein unbekanntes HKrankheitsbild. Jahrb
Kinderheillkd. 1914;9:1.

2. Pick L. Uber die lipoidzellige splenohepatomegalie typus
Niemann-Pick als stoffwechselerkrankung. Med Klin (Munich).
1927;23:1483-1486.

3. Schuchman EH, Desnick RJ. Types A and B Niemann-
Pick disease. Mol Genet Metab. 2017;120(1-2):27-33.
doi: https://doi.org/10.1016/j.ymgme.2016.12.008

4. Pfrieger FW. The Niemann-Pick type diseases — A synopsis of
inborn errors in sphingolipid and cholesterol metabolism. Prog Lipid

BKJIAl ABTOPOB

H.B. }KypKoBa — BbIpab0TKa KOHUenuumn, pabota c faH-
HbIMW, @HaNU3 AaHHbIX, HanMcaHwe 4YepHOBMKA PYKOMUCH,
pefaKkUMoHHas nNpaBKa PyKOMUCH.

H.[. Bawakmagse — BblpabOTKa KOHUEeMnuuu, pabo-
Ta C [aHHbIMW, aHaANU3 AaHHbIX, peAaKLMOoHHasa npaBKa
pyKonucu.

A.H. CypkoB — paboTa C [JaHHbIMW, aHainM3 AaHHbIX,
pefakLUMoHHas nNpaBKa PyKOMUCH.

T.B. Typtn — paboTa ¢ AaHHbIMMW, aHaNnU3 JaHHbIX.

K.B. borgaHoBa — pa6oTa C JaHHbIMW, aHanu3
JlaHHbIX.

10.10. KotaneBckass — pa6oTa C [aHHbIMW, aHanu3
JAHHbIX.

E.10. 3axapoBa — pa6oTa ¢ JaHHbIMW, aHaNn3 AaHHbIX.
J1.C. Hama3oBa-bapaHoBa — pyKoBO/ACTBO, BbipaboTKa
KOHUENUMK.

AUTHORS’ CONTRIBUTION

Nataliya V. Zhurkova — concept development,
data processing, data analysis, manuscript draft writing,
manuscript editing.

Nato V. Vashakmadze — concept development, data
processing, data analysis, manuscript editing.

Andrey N. Surkov — data processing, data analysis,
manuscript editing.

Tatiana V. Turti — data processing, data analysis.

Kristina V. Bogdanova — data processing, data analysis.

Yuliya Yu. Kotalevskaya — data processing, data
analysis.

Ekaterina Yu. Zakharova — data processing, data
analysis.

Leyla S. Namazova-Baranova — academic advising,
concept development.

ORCID

H.B. }XypkoBa
https://orcid.org/0000-0001-6614-6115
H.A. Bawakmapase
https://orcid.org/0000-0001-8320-2027
A.H. CypKoB
https://orcid.org/0000-0002-3697-4283
T.B. Typtn
https://orcid.org/0000-0002-4955-0121
K.B. borgaHoBa
https://orcid.org/0000-0002-7847-3639
10.10. KotaneBcKas
https://orcid.org/0000-0001-8405-8223
E.l0. 3axapoBa
https://orcid.org/0000-0002-5020-1180
J1.C. HamasoBa-bapaHoBa
https://orcid.org/0000-0002-2209-7531

Res. 2023;90:101225. doi: https://doi.org/10.1016/j.plipres.
2023.101225

5. Niemann-Pick disease. In: Genes and Disease [Internet].
National Center for Biotechnology Information (US). Bethesda (MD):
National Center for Biotechnology Information (US); 1998. Available
online: https://www.ncbi.nim.nih.gov/books/NBK22176. Accessed
on December 20, 2023.

6. Bawakmaagse H.[., }XypkoBa H.B. Cemb BonpocoB 0 60ne3Hun
HumanHa — MNuka // Bonpockl coBpemeHHou neguatpumn. — 2023, —
T. 22. — N2 6. — C. 572-576. — doi: https://doi.org/10.15690/

CURRENT PEDIATRICS /2024 / V.23 /N2 3

5

BOMPOCbl COBPEMEHHOW MEAUATPUM / 2024 / TOM 23 / N2 3



E Clinical Observation

KnuHunyeckKoe Ha6noaeHue

vsp.v22i6.2702 [Vashakmadze ND, Zhurkova NV. Niemann-
Pick Disease: Seven Questions about it. Voprosy sovremennoi
pediatrii — Current Pediatrics. 2023;22(6):572-576. (In Russ).
doi: https://doi.org/10.15690/vsp.v22i6.2702]

7. Cerén-Rodriguez M, Véazquez-Martinez ER, Garcia-Delgado C,
et al. Niemann-Pick disease A or B in four pediatric patients and
SMPD1 mutation carrier frequency in the Mexican population.
Ann Hepatol. 2019;18(4):613-619. doi: https://doi.org/10.1016/
j.aohep.2018.12.004

8. Wang R, Qin Z, Huang L, et al. SMPD1 expression profile and
mutation landscape help decipher genotype-phenotype association
and precision diagnosis for acid sphingomyelinase deficiency.
Hereditas. 2023;160(1):11. doi: https://doi.org/10.1186/s41065-
023-00272-1

9. Schuchman EH, Wasserstein MP. Types A and B Niemann-
Pick disease. Best Pract Res Clin Endocrinol Metab. 2015;29(2):
237-247. doi: https://doi.org/10.1016/j.beem.2014.10.002

10. Kingma SD, Bodamer OA, Wijburg FA. Epidemiology and
diagnosis of lysosomal storage disorders; challenges of screening.
Best Pract Res Clin Endocrinol Metab. 2015;29(2):145-157.
doi: https://doi.org/10.1016/j.beem.2014.08.004

11. Prevalence of rare diseases: Bibliographic data. Orphanet
Report Series, Rare Diseases collection. 2023 Number 1: Diseases
in alphabetical order. Available online: http://www.orpha.net/
orphacom/cahiers/docs/GB/Prevalence_of_rare_diseases_by_
alphabetical_list.pdf. Accessed on December 10, 2023.

12. Jones SA, McGovern M, Lidove O, et al. Clinical relevance of
endpoints in clinical trials for acid sphingomyelinase deficiency
enzyme replacement therapy. Mol Genet Metab. 2020;131(1-2):
116-123. doi: https://doi.org/10. 1016/j.ymgme.2020.06.008
13. Nicholson AG, Florio R, Hansell DM, et al. Pulmonary involvement
by Niemann-Pick disease. A report of six cases. Histopathology.
2006;48(5):596-603. doi: https://doi.org/10.1111/j.1365-
2559.2006.02355.x

14. Freitas HMP, Mancano AD, Rodrigues RS, et al. Niemann-Pick
disease type B: HRCT assessment of pulmonary involvement. J Bras
Pneumol. 2017;43(6):451-455. doi: https://doi.org/10.1590/
S$1806-37562017000000062

15. Levran O, Desnick RJ, Schuchman EH. Type A Niemann-Pick
disease: a frameshift mutation in the acid sphingomyelinase
gene (fsP330) occurs in Ashkenazi Jewish patients. Hum

Mutat. 1993;2(4):317-319. doi:
humu.1380020414

16. Ricci V, Stroppiano M, Corsolini F, et al. Screening of 25 Italian
patients with Niemann-Pick A reveals fourteen new mutations,
one common and thirteen private, in SMPD1. Hum Mutat.
2004;24(1):105. doi: https://doi.org/10.1002/humu.9258

17. Qureshi K, Abdulmajeed ZG, Saleem S, et al. Niemann-Pick
Disease Type A: A Rare Disease With a Fatal Outcome. Cureus.
2022;14(2):21955. doi: https://doi.org/10.7759/cureus.21955
18. Ngoenmak T, Somran J, Foonoi M, et al. Case report of
a novel variant in SMPD1 of Niemann-Pick disease type A with
a liver histology from Thailand. Glob Pediat. 2024;7:100096.
doi: https://doi.org/10.1016/j.gpeds.2023.100096

19. CemsyknHa A.H., ByknHa T.M., Kyp6atoB M.b. n ap. bonesHb
HumaHnHa-luKka TMNa Ay aeten // POCCUMICKMI BECTHUK MepuUHaTo-
noruv n negunatpumn. — 2008. — N2 4. — C. 52-57. [Semyachkina AN,
Bukina TM, Kurbatov MB, et al. Niemann—Pick A disease in children.
Rossiyskiy Vestnik Perinatologii i Pediatrii = Russian Bulletin of
Perinatology and Pediatrics. 2008;(4):52-57. (In Russ).]

20. Hartnett ME, Kavalaraki M, Bhagat N, Zhao CS. Cherry-Red
Spot. In: American Academy of Ophthalmology: Official website.
January 12, 2024. Available online: https://eyewiki.aao.org/Cherry-
red_spot. Accessed on June 05, 2024.

21. Sen Sarma M, Tripathi PR. Natural history and management of
liver dysfunction in lysosomal storage disorders. World J Hepatol.
2022;14(10):1844-1861. doi: https://doi.org/10.4254 /wjh.v14.
i10.1844

22. Imrie J, Mengel KE, Cassiman D, et al. Cause of death in
patients with attenuated acid sphingomyelinase deficiency:
Comprehensive literature review and report of new cases. Mol
Genet Metab. 2016;117:S60. doi: https://doi.org/10.1016/
j.ymgme.2015.12.298

23. Tirelli C, Rondinone O, Italia M, et al. The Genetic Basis,
Lung Involvement, and Therapeutic Options in Niemann-Pick
Disease: A Comprehensive Review. Biomolecules. 2024;14(2):211.
doi: https://doi.org/10.3390/biom14020211

24. Pan YW, Tsai MC, Yang CY, et al. Enzyme replacement therapy
for children with acid sphingomyelinase deficiency in the real
world: A single center experience in Taiwan. Mol Genet Metab
Rep. 2023;34:100957. doi: https://doi.org/10.1016/j.ymgmr.
2023.100957

https://doi.org/10.1002/





