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O6o0cHOBaHHe. B ripakTuke Bpaya-HeoHaTosora Hanbosblume AUarHOCTUYECKME 3aTpyAHEHMS Bbi3bIBaeT KOMOMHMPOBAH-
Has naTosorus, rnpPU KOTOPOo# NepBUYHOE reHeTMYecKoe 3ab0/ieBaHne Co4eTaeTcs ¢ PeAKMMM BTOPUYHBIMU HapyLLEHUSIMU.
TakoBbIMM SIBASIOTCA HETUIMUYHbIE NPOSBAEHUS cuHApoma Lllaaga — SIHra y HOBOPOXKAEHHbIX. OnucaHue KIMHUYEeCKOro
cayyasi. Y HeOHOLWEHHOro pebeHKa BHYyTpHYyTPOOHO Gblia AMarHoCTMpoBaHa aHoMasibHasi ycTaHOBKa nasibLleB KUCTU. lNpu
POXKAEHUN B CBSA3U C MHOXECTBEHHbLIMU CTUrMamu (YKOPOYEHHbIE KOHEYHOCTHU, MHOXKECTBEHHbIE KOHTPaKTypbl CYyCTaBoB,
Aepopmauns nanbLeB, KOMNTOPXU3M) Obl10 3arN0f03pPEHO reHeTndeckoe 3aboneBaHme. [1py aTOM TaxKesble AbiXxaTe/lbHble
M reMognHaMmM4yeCcKne paccTpomcCTBa, a TaKKe CyA0POXHbIN CUHAPOM, NCeBA006Y1b6apPHbLIN CUHAPOM U ABUraTe/lbHble Hapy-
LIEeHMS BblIN paclyeHEeHbl KaK MposiBAEHUS BPOXAEHHON MHEBMOHUU M NEPUHATAbHOMO MOParKEHUS LIeHTPaIbHON HEPBHOM
cuctembl. Ha 2-m mec »u3HU Bblsia BbisiBeHa runepaMMOHMEMUS], pacLieHEHHas! Kak BTOPMYHOE COCTOSIHUE Ha QOHe coYe-
TaHHOM Hacne4CTBEHHON U NepuHaTaabHON NaTtoaorMu. Ha ocHoBaHMM MHOro3TanHoro AMarHOCTUYECKOro MoMcKa ¢ MCrosib-
30BaHMeM KapUOTUMMPOBaHMUS, TaHAEMHON Macc-CreKTPOMETPUN, OMpeaeseHns COOTHOLUEHUS] KOHUEHTpaumu muumHa
B JIMKBOPE M KPOBM OblIN MUCKIIOYEHbI XPOMOCOMHbIE abeppauunu, Hacie[CTBEHHbIe aMMHoauuaonaTum, opraHM4eckue
aumaypum, MUTOXOHApHUaAbHble 601e3HU. [TpoBeseHHoe B 3-MeCS4YHOM BO3pacTe M0JHOIK30MHOoe cekBeHmpoBaHme [JHK
pebeHKa BbIsIBUI0 naToreHHbid BapmnaHT reHa MAGEL2 B reTepo3uroTHoM cocTosiHmum (rs770374710), npuBOASLMIA K CcABU-
Iy pamMKu CYUTbIBAHUSI U MPexaeBpeMeHHON TpaHCaaUuun 6esKa. Y poautenei natoaorud4eckux BapuaHToB He BbiSIBJIEHO,
TaKMM 06pa3om, naumeHT umesn mytaumio de novo. NoCKO/IbKY aTMonaToreHeTuyecKkas Tepanus rnpu 3Tom 3aboseBaHUn
OTCYTCTBYET, NaLUMeHT rojy4yan NnocCMHAPOMHOE /ieyeHue. 3aKadeHne. KinHuiecknii npumep AeMOHCTPUPYET TPYAHOCTH
ANarHOCTU4ECKOro romcKa rnpu coYeTaHUn reHeTUMYECKOro CMHAPOMa C nepuHaTabHOM NaTtonormen n rmnepamMmmMoHueMUen
HEesICHOro reHesa.

Knro4yeBble cnoBa: cuHapom Llaaga — SHra, runepamMMOHMEMUS, HOBOPOXKAEHHbIE, MOJIHOIK30OMHOE CEKBEHUPOBaHHE,
KIIMHUYECKUI Cllyqan
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OBOCHOBAHME Genomes Project (2016-2021) BbisiB/ieHO 12 feTen C CUH-
CuHgpom Laada — AHra (Schaaf — Yang syndrome; apomoM Waada — AHra [4], 4TO TaKXKe yKa3blBaeT Ha BbICO-
ClUS) — peakun CUHAPOM C ayTOCOMHO-AOMMHAHTHBIM Kyl0 NONyNsSILMOHHYIO 4acToTy 3a60/ieBaHUsA. B pOCCUNCKMX

TUMNOM HacnefoBaHUs, KIIMHUYECKU CXOAHbIN C CUHAPOMOM
Mpagepa — Bunnu (CMB) n xapaKTepusylowmnca Hapylue-
HMEM HEepPBHO-MCUXUYECKOTO Pa3BUTUS, GOpMUPOBaHUEM
KOHTpaKTyp CycTaBOB, rMy6OKOW rMnotanaMmyecKon auc-
YHKLMEN, COYETAHUEM 3IHAOKPUHOMATUM (rMnonuTyuTa-
pu3M, AedUuMT ropMOoHa pPocTa, HU3KWUMA YPOBEHb MOHALO-
TPOMWHOB C rMNoroHagnamom) [1, 2].

CornacHo 6a3e JaHHbIX Mo pefkum 6one3Ham OpdaHeT
(www.orpha.net), npesaneHc 3aboneBaHWs cOCTaBAfET
< 1 cny4das Ha 1 MJIH HOBOPOXAEHHbIX. OnucaHo 250 nauu-
eHToB ¢ CLUA [2, 3]. B Knutae no JaHHbIM MONHO3K30M-
HOrO CEKBEHUPOBaHUA reHoma 42 TbiC. TAXKEeN0O0bHbIX
HOBOPOXAEHHbIX — Yy4acTHUKOB npoekta China Neonatal

paboTax, ony6anKoBaHHbIX B 2024 r., onncaHo CyMMapHO
6 cnydyaeB 3aboneBaHus [5-7], 4TO, BEPOSATHO, CBfA3a-
HO C AOCTYMHOCTbIO METOAOB MOJIEKYNSPHO-TEHETUYECKOM
ANarHOCTUKM.

K passutuio CLUA npuBOOAT naToOreHHble rerepo-
3UroTHble BapuaHTbl reHa MAGEL2, KoTopbli pacno-
JIOXXEH B WMMMNPUHTUHIOBOM pernoHe 15- XpoMOCOMbI
15q911.2-q12 (peneummn OaHHOro pernoHa Ha OTLOBCKOM
XPOMOCOME, OAHOPOAMUTENbCKAs AMCOMMS MO MaTepwmH-
CKOM XPOMOCOME MW HapylweHWs LEeHTpPa MMMPUHTUHIA
apnqaTca npuimHon CIB) v 3kcnpeccupyeTcss TOJSIbKO
C OTLLOBCKOrO annens, B TO BpeMs Kak MaTePUHCKUI MHaK-
TMBMpoBaH [8]. A 3HaA4uT, €cnn HOCUTENleM MaToreHHoro



reTepo3nroTHOro BapuaHTta reHa MAGEL2 aBnsieTcs TONbKO
EHLINHa, 3aboneBaHne y Hee U ee JeTen He NPOosBUTCS.
OOHaKo ecnu naTtoreHHbl BapuaHT reHa oT martepu nepe-
JacTcs MYXKUYMHE, PUCK POXAEHMNA y Hero pebeHka ¢ CLUA
6ynet coctaBnatb 50% No NpuyMHE yaaneHus B npouecce
cnepmaTtoreHesa natrepHa WMMMNPUHTUHIA, YHacneaoBaH-
HOrO OT MaTepu, M 3KCMPEeccUMM NaToreHHoro BapuaHTa
C OTLOBCKOro annens. Bmecte ¢ Tem, fMWb NONOBUHA CAy-
YaeB 60/1e3HM 0OBACHAETCA HacnefoBaHWEM MaTtoreHHoro
BapuaHTa reHa MAGEL2 ot oTua. OcTanbHble cny4yan BO3-
HUKatoT de novo [2]. B TaKkux crnyyasx BeposTHOCTb nepeaa-
4M naToreHHoro BapuaHta MAGEL2 cnepytollemy pebeHKy
cocTaBnsieT okono 3% K3-3a BO3MOXHOIo Mo3auumama
3apoablleBon NUHMK [2]. ONa YTOYHEHUS TFEHETUYECKMX
PUCKOB MOBTOPHOrO poxaeHus pebeHka ¢ CLUA B cembe
peKOMeHAyeTCs TeCTMPOBaHMe OTLa NauMeHTa Ha Hanudme
natoreHHoro BapuaHTta reHa MAGEL?2 [2].

leH MAGEL2 (OMIM *605283) saBnsetcs OOHO3K30H-
HbIM, KOAMPYIOLWMM GeNKW U3 MOACEMENCTBA MENaHOMHbIX
aHTUreHoB (melanoma-antigen-subfamily-like-2), KoTopble
B COCTaBe KOMMJeKca YOMKBUTUH-MPOTEACOMHON CUCTEMbI
y4acTBYIOT BO BHYTPUKIETOYHOM TpaHCcnopTe U Aerpagaunu
6enkoB, obecrneynBas TeM cambliM NpPaBuibHOE GYHKLMOHMU-
poBaHue Knetok [9]. OcobeHHO BaXkHa ero posb B peryasumnu
HENPO3HAOKPUHHON aKTUBHOCTU ruvnoTanamyca [2]. Takxe
MMeTCS AaHHble, YTO HapylweHue dyHKumnn 6enka MAGEL2
accouMMpoBaHO C MOBLILWEHHON 3KCMPECCUEN FeHOB CUr-
HanbHoro nyt MTOR u, Kak cneacteue, gedbektom obpa-
30BaHUS OEHOPUTOB M TeN HEMPOHOB, YTO OBycnoBaMBaeT
noBeeHYECKNE N KOTHUTUBHbIE HapylweHus [2, 9].

CLUA xapaKtepusyeTtca BapuabenbHbIMU KIMHUYECKUMU
nposiBfieHnamu. B npeHaTanbHOM nepuoae 3aboneBaHue
MOXHO 3anoA03pWUTb MPU CHUKEHUM ABUraTeNlbHOM aKTUB-
HOCTU BHYTPUYTPOBHOIOo pebeHKa, MHOroBOAMK BCreacTene
HapyleHns 3arnaTblBaHWa OKOMNOMNOAHbIX BOA MPU OTCYyT-
CTBMM MPU3HAKOB aTpe3un MNuleBoaa, BbIIBAEHUU MpU
yNbTpPa3ByKoBOM mccnegoBaHunun (Y3N) BporKaeHHbIX aHOMa-
JIUW KUCTen u cton [6]. B HeoHaTanbHOM Nepuoae TUMMUYHbIMU

nposiBneHuamun CLUA aBnaoTcs Bblpa)KeHHas MblllevyHas
FMNOTOHMS, [bIXxaTeNbHble HapyleHUs No TUNY pecnupartop-
HOrO AWCTPECC-CMHAPOMA, 3aTPyAHEHWS COCaHUs U [noTa-
HWSI, KOHTPAKTYPbl CYyCTaBOB, MMNOTanaMm1M4yecKne HapyleHums
[1, 2, 8], B HEKOTOPbLIX Ciaydyasx OGHapyXKuBalOT BPOXKAEH-
Hble nopoku cepaua [10]. OgHaKo y HEKOTOPbIX G6O0JbHbIX
MOTYT 6blTb OMUCaHbl M HETUMUYHbIE MPU3HAKKU CUHAPOMA.
MaToreHeTM4YecKoe, AMarHOCTMYECKOEe WM MPOrHOCTUYECKOE
3Ha4YeHMe TaKMX MPU3HAKOB TPeBYET YyTOYHEHUS.

Hw)ke npeacTtaBneHO paHee He OMMCaHHOe coYeTaHue
CLUA 1 runepaMmMOHUEMUN Y HOBOPOXKAEHHOTO.

KNUHUYECKUA NPUMEP

O nauueHTe

PebGeHOK My)XCKOro nona, poXAeH Y XeHlWuHbl 39 ner,
CTpajalollen XpoHMYecKnm nuenoHedpputom. Otuy 43 roaa,
300poB. B cembe aBoe aeten: cbiH, 19 net, 340pOB, A0Yb,
13 neT, 3gopoBa. HacneacTBEHHbIM aHaMHE3 He OTATOLEH.
BbpaK HeGNM3KOPOACTBEHHbIN, POAUTENN BPEAHbIX MPUBbLIYEK
1 NpodeccruoHanbHbIX BPEAHOCTEN HE UMEIOT.

Haw naumeHT poauncs oT YeTBEPTOM GepeMEHHOCTHU (nep-
Bas 6epemMeHHOCTb — CBOEBPEMEHHbIE OnepaTuBHbIE Pofbl,
BTOpasi GEpPeMEHHOCTb — CBOEBPEMEHHbIE OMepaTUBHbIE
poabl, TPETb GEPEMEHHOCTb — MeAMKaMEHTO3HbIM aboprT,
HacTosias, YeTBepTas GEPEeMEHHOCTb — MPOBEAEHO 3JKCT-
PEHHOE KEecapeBO CeYeHWe MO MOKa3aHWsIM — WUCTOHYEHWEe
py6La nocne npeablaylimx ABYKPaTHbIX KecapeBblX YpeBoceye-
HWR). BepemeHHOCTb NpoTeKana Ha GoHe yrpo3bl NpepbiBaHKs
B | TpumecTpe (nonyyana yrpoxectaH Ao 20 Hen), 6eCCUMNTOM-
HoW GaKkTepuypun Bo Il TpumecTpe (MOHypan, uedenum 7 cyT),
UCTMUKO-LIEPBMKANbHOW HEAOCTaTOYHOCTU WM BHYTPUMEYEHOY-
Horo xonectasa B Il TpumecTpe (ypcoae3oKcmxoneBas KUCIoTa).

Mo pesynbratam nnaHosoro Y3M Ha 30-1 Hefd BbiiBNEHbI
MHOrOBOAME, aHOMaslbHas YyCTaHOBKa NanbLieB NPaBon KMCTU
BHYTPUYTPOBHOro pebeHKa. B 3TOT e CpoK MaTb rocnuTanu-
31poBaHa B NepuHaTaibHbI LIEHTP B CBSA3M C MPU3HaAKaMM
BHYTPMMNEYEHOYHOIO XOfecTasa; npoBefeHa npodunaktnka
pecnmMpaTopHOro AMCTPECC-CUHAPOMA.
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Combination of Schaaf - Yang Syndrome with Unspecified
Hyperammonemia in a Newborn: Case Study

Backround. Combined pathology of primary genetic disease and rare secondary disorders presents the most diagnostical difficulties for
neonatologist. Such are atypical signs of Schaaf — Yang syndrome in newborns. Case description. The premature baby was diagnosed
in utero with fingers abnormality. Genetic disorder was suspected at birth due to multiple stigmas (shortened limbs, multiple joint
contractures, finger deformity, cryptorchidism). Whereas severe respiratory, hemodynamic, convulsive and motor disorders, as well as
pseudobulbar syndrome were regarded as manifestations of congenital pneumonia and perinatal injury of the central nervous system.
Hyperammonemia was revealed at the 2nd month of life and it was regarded as secondary condition associated with combined hereditary
and perinatal pathology. Any chromosome aberrations, hereditary aminoacidopathies, organic aciduria, mitochondrial diseases were
excluded via multi-stage diagnostic search using karyotyping, tandem mass-spectrometry, determination of glycine concentration
ratio in cerebrospinal fluid and blood. Whole-exome sequencing of the child’s DNA revealed pathogenic variant in the MAGEL2 gene
in a heterozygous state (rs770374710) at the age of 3 months. This variant leads to frameshifting and premature protein translation.
There were no pathological variants in the parents, thus, the patient had de novo mutation. Since there is no etiopathogenetic therapy
for this disease, the patient received only syndromic therapy. Conclusion. This case demonstrates diagnostic challenges in comorbid
genetic syndrome and perinatal pathology and unspecified hyperammonemia.
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g Clinical Observation

KnuHunyeckKoe Ha6noaeHue

Mpu cpoke rectaumm 34 Hea 6 cyT NPOBEAEHO 3KCTPEHHOE
onepaTMBHOE PoAOpas3pelleHne MyTeEM KecapeBa CedYeHust
B CBSI3M C KOMIJIEKCOM MaToO/IOrMY4ECKUX COCTOSAHUIM Yy MaTepu,
CB$I3aHHbIX C BbICOKMM PUCKOM MepuHaTaNibHblX NOTEPb: UCT-
MUKO-LIepBMKanbHas HeLOCTaTOYHOCTb, UCTOHYEHWe pybua
nocne 4YpeBoCeYeHU, MHOroBoaMe, Xonectas 6epemMeHHbIX.
PoxkpeH manbyuk ¢ maccon Tena 2890 r, annMHon tena 46 cwm,
OKPY)XHOCTbO T0/10Bbl 35 CM, OKPYXHOCTbIO rpyan 34 cwm.
OueHka no wkane APGAR — 6/7 6annoB. lpu poxae-
HWU COCTOSIHWE pebeHKa TAXKenoe, 0B6yCNOBAEHHOE TeYeHu-
€M BPOXAEHHON MHEBMOHUU, NepUHaTabHbIM NMOpaXKeHnem
LeHTpanbHom HepBHOM cuctemsbl (LLHC) (cuHapom yrHeTeHus,
nceBaobynbb6apHbId CUHAPOM), MPEANONOKNUTENbHO, HEYTOY-
HEHHbIM FreHETUYECKMM CUHAPOMOM. pM OCMOTPE OTMEYEHbI
MHOXECTBEHHble CTUIMbl [M33MOPUOreHesa: HW3Kopacrno-
NIOXKEHHbIE AWCMNNACTUYHbIE YLIKM, MUKPOTrHaTWUS, Mnonepey-
Hble CKNafKW Ha NajoHsaX, caHjaneBuaHas Wenb Mexay
1-M ¥ 2-M nanbLamu CTON HUKHUX KOHEYHOCTEN, YKOPOUYEH-
Hble BEPXHUE W HUKHWE KOHEYHOCTU, KOHTPaKTypbl mnneve-
BblX, JIOKTEBbIX, JIy4€3ansaCcTHbIX, MexXdanaHroBbIX CyCTaBOB
(kamnTofaKkTunung), gedopmaLlusa nanbleB CTOM, KPUMNTop-
XWU3M, OTEKM BEPXHUX U HUKHUX KOHEYHOCTEN (puUC. 1, 2).

Yepes 35 MUH nocne poxaeHusa pebeHoK Ha Ha3anbHON
LOTalMK Kucnopoja nepeBefeH B OTAeneHue peaHMMaumm
N UHTEHCUMBHOM Tepanuu HoBopoxaeHHbIX (OPUTH). B cBA3un
C BbICOKMM PWUCKOM K/IMHUYECKOW MaHMPEecTauuu BPOXK-
[leHHOM MHbEeKLMM HayaTa cTtapToBas aHTMbaKTepuanbHas
n MHOY3MOHHas Tepanus. B nepBble Yacbl XXM3HM pa3Buiach
apTepuanbHasa runoTeH3us, NpoBoaMnacb KOMOGWHUPOBAH-
Hasi KapAMOTOHMYEeCKas W Ba30MpeccopHas MnojaeprKKa.
B Bo3pacTte 4 4 ycununucb NposiBAeHUs ablxaTelbHON Heao-
CTaTO4YHOCTW, 4YTO noTpeboBano WMHTyGauuu U nepesoaa
pebeHKa Ha annapaTtHyl0 MCKYCCTBEHHYIO BEHTUNSALMIO Nier-
Kux (MBJ1). C y4yeToM [JaHHbIX peHTreHorpaduu rpyaHon
KNETKWU YCTaHOBMIEH AMarHos: «BpoxaeHHass MHEBMOHWMS».
Ha doHe MHOEKUMOHHOro npouecca oTMEYeHbl MPU3HaKM
CMHAPOMA ANCCEMMUHUPOBAHHOIO BHYTPUCOCYAUCTOrO CBEp-
TbiIBaHUS (NETEXMU, NOAKOXKHbIE FTEMaTOMbI), KyNnMpoBaHHbIe
BBE[lEHNEM CBEXE3aMOPOKEHHOW Niasmbl.

Mpu noctynnenun B OPUTH B obnactu Wwen u BepxHewn
NMONOBWUHbI TPYAHOM KIETKU OTMEYEeHbl JIMHEWHbIE YYaCTKM

Puc. 1. O6wuit BMA naumeHTa
(aMcnnacTUyHbIE YllHble
PaKOBWHbI, MUKPOrHaTHS,
[IBYCTOPOHHSS1 KAMMNTOAAKTUINS)
Fig. 1. General appearance
(dysplastic external ears,
micrognathia, bilateral
camptodactylia)

Puc. 2. MonepeyHas 6opo3aa

Ha NafoHW, KaMnToAaKTUANS

Fig. 2. Single transverse palmar
crease, camptodactylia

..!- =
UcTouHuK: doTorpadus
nawuueHTa npegoctaBneHa
nevyalum Bpavom.

McTouHuK: doTorpadus
nawuueHTa npegocraBneHa
nevyalm Bpayom.

Source: patient’s photo provided
by physician.

Source: patient’s photo provided
by physician.

NMOBPEKAEHUS KOXKM C WENYWEHUIMU N0 KpasM, NMOKpPbITble
CEPO3HOM KOPOYKOM, C XKeNTbIMU Be3UKylaMu, MecTaMu
C/IMBAOLWMMUCSA. Y4MTbIBAA HanuMymMe BE3WUKYIE3HOW CbiMMu,
clienaHo NpeanosioXKeHne O Hanuyiuu y pebeHKka BPOXKAEH-
HOW reprneTuyecKkom MHOEKLUK, B CBA3M C YHEM NPEBEHTUBHO,
[0 Nony4eHns pesynbraToB 06CNeA0BaHUs Ha BUPYChI repne-
TMYECKOW rpynnbl 6bl1a HavyaTa Tepanus aunKIoBUPOM.

B Bo3pacTe 6 CyT KM3HWU B CBA3M C NOJSy4EHUEM OTpULLa-
TeNbHbIX PEe3ynbTaToB UCCNefoBaHWsa METOAOM MoAMMepas-
HOM LLeMHOW peaKunn U MMMYHODEPMEHTHOrO aHanmM3a Ha
BHYTPUYTPOOHbIE MHOEKLMM (MPUYMHA NONYYEHUS pe3ynbTa-
TOB MCCNeLOBaHUS C 3a[ePXKKOM, TONbKO Ha B-e CYT KWU3HU
HeM3BeCTHa) Tepanus auuKiIoBMpPOM Oblna 3aBepLleHa.

Ha ¢oHe MHTEeHCMBHOM Tepanuu K 5-7-M CYT XKU3-
HW COCTOSIHME MNauueHTa CcTabunan3npoBanocb: OTMEHe-
Ha KapAMOTOHMYecKas Tepanus, pebeHOK Obln 3KCTyOu-
poBaH, Npojos/ikanacb HeWHBaA3WBHas pecnupaTopHas
Tepanus (BbICOKONOTOYHbIE Ha3albHble KaHIoAM) U aHTU-
6aKkTepuanbHaa Tepanusa (aMnuuuMIIuMH + cynbbaKkTam
75 Mr/Kkr/cyt B 2 BBeOEHWUHA, HETUIMWUUMH 6 Mr/Kr/cyT
B 2 BBeAeHus, HayaTa € 1-x CYT Xu3Hu). B HeBponoru-
YECKOM CTaTyCe C POXAEHWUS COXPaHAIUCb BblparKeHHoe
oblee yrHeTeHMe U MbllleYyHas rMnoTOHMS.

KopmneHue pebeHka NpoBOAMAK C 1-X CYT KU3HM IHTE-
panbHO, CLIEXXEHHbIM FPYAHbIM MOJIOKOM 4epes3 HasoracT-
panbHbIA 30HA KanenbHo 3a 1 4 B TpopuyecKoM obbeme
C NOCTeneHHbIM yBennyeHnem o obbemMa duanonoruye-
CKMX noTpe6HocTen. Ha ¢poHe nceBaobynb6apHOro CUHAPO-
Ma OoTMeYanucb NOATEKaHWE MOSIOYHOIO COAEPKMMOro N30
pTa W cpbirBaHus. poBoAMAM MOCTYpaNbHY0 Tepanuio
M AMETONOMMYECKYI0 KOPPEKLIMIO: yBENnYMBanM BpeMs BBe-
OEeHUsa NuTaHmna (KanenbHo 3a 1,5 4), Ha3Ha4YeHa aHTuped-
JIIOKCHas cMech (5 Ma).

Pe6eHOK MpPOKOHCYNbTUPOBAH FEHETUMKOM, BbINOJHEHO
uccnefgoBaHue KapuoTuna. PesynbtaT nonydyeH Ha 9-e cyT
MU3HU: KApUOTUN MYyXKCKOM 46,XY.

B Bo3pacte 13 cyT pebeHOK nepeBedeH B oTaefieHune
naToN0rMM HOBOPOXKAEHHbIX NepMHaTanbHOro LeHTpa. B aToT
nepuoj B CBSA3M C pa3pelleHnem NHeBMOHMM Bblna npexkpa-
LleHa aHTMbGaKTepuanbHasa Tepanus, OfHAaKO COXpaHaNuUCb
BbIPaXEHHOE yrHeTeHme u nceBaobynbb6apHbie HapyLeHNUs.

MoBTOpHOE yxyalweHne npousowno B Bosdpacte 20 cyT:
NosIBUAMCH MPUCTYMbl anHO3 C BblParKEHHOW AecaTypauuen
M OpaguKkapaven, 3TM 3nu304bl COMPOBOXAAUCb TOHMU-
YEeCKMMU cyaoporamu (CyfopoXHas aKTMBHOCTb PEruncrpu-
poBanacb MO pAaHHbIM aMMNAUTYAHO-UHTErPUPOBAHHOM
aneKTposHuedanorpadun); nossmnace 0buabHasa BA3Kas
MOKpOTa, yBeNnmMynnacb KoHLeHTpauus C-peaktuBHoro 6en-
Ka (10 r/n npu Hopme O-5 r/n). bbina NOBTOPHO NpoBeaeHa
MHTyGauus Tpaxen, HavaTta annapatHas VIBJ1, Ha3Ha4veHbl Kypc
aHTMOMOTMKOB pesepBa (UuedoTakcum/cynbbakrtam, BaH-
KOMWLMH) C Y4€TOM BblAeNeHHbIX MUKPOBOB (Enterobacter
aerogenes — Ma30K peKTabHbli, Klebsiella pneumoniae —
3eB), NPOTUBOCYAOPOXKHAA Tepanus (nesetnpaLeTam).

K Bo3pacTty 1 mec 7 cyT cocTosiHMe pebeHKa CTabunm3un-
poBanocb, NPOSABAEHUS MHEBMOHUU YMEHbLWIUCHL, COXpa-
HANCA rpybbli HEBPONOrMYECKUM aeduUUT — OTCYTCTBME
peaKLMM Ha OKpyXatollee, MbllLEYHbIN TMNEepPTOHYC B KOHEY-
HOCTSIX, TPM3M KeBaTeNbHbIX MblliLl, NceBAobynb6apHble
HapyweHus. lNepuoanyeckne nogbemMbl Temnepatypbl A0
debpunbHbiX 3HayYeHun. MonbITKM nepeBoga pebeHKa Ha
camocCTosiTe/IbHOE AblxaHue Oblnn 6e3ycnelHbl. B cBs3u
C HEOOXOANUMOCTbIO MPOAO/IIKEHUSA AMArHOCTUYECKOIrO Mounc-
Ka B Bo3pacTe 1 mec 7 fHeW manbyuK nepeseneH 8 OPUTH
MHOronpodubHOro craumMoHapa — MOpPO30BCKOW AETCKOM
rOPOACKOM KMHMYecKon 6onbHuubl (MAIKBE). AnarHos npu
nepeBoge: «[MNOKCHMYECKU-UILEMUYECKoe nopaxeHue LIHC.
MHOeCTBEHHbIE BPOXAEHHbIE MOPOKKU PasBUTUS (BPOXAEH-



HbIM MOPOK cepaua — AePeKT MENKIKeNyao4KOBOW nepero-
POAKMU, MUKPOMEHUS, MUKPOTHATKS, YKOpOYeHHe TpybyaTbiX
KOCTEN BEPXHUX KOHEeYHOCTeW). BporkaeHHas NMHEBMOHMS.
HeoHaTtanbHble cygoporv. HegoHoweHHOCTb 34 Hef 6 cyT».

B OPUTH MAINKB npoaomxeHbl KOHTPOAb BUTasbHbIX
nokasarteneun, pecnupaTtopHas noagepxka (MBJ1), paHee
HavaTas MHPY3UOHHas, aHTMGaKTepuanbHas, AUypeThdec-
Kasi, MPOTMBOCYAOPOXHass M meTabonuyeckas Tepanus.
Mo pesynbraTaM nabopaToOpHOM AMArHOCTUKWM BbISIBJEHA
yMepEeHHas LUMTONUTMYECKas aKTMBHOCTb, MO PEKOMEHaLMK
racTpoaHTeponora K Tepanuu aobaBieH npenapaTr ypco-
[LE30KCUXONEBOM KUCNOTbl C MNOSIOXKUTENBbHBIM 3DPEKTOM.
C uenblo KOppeKUMN TaKenon aHeMuu B OTAeneHuu Gbina
npoBeaeHa reMoTpaHcdy3ns OTMbITbIMU 3PUTPOLIUTAMM.

YuuTbiBasg GeHOTUMMYECKME 0COOEHHOCTH, PEBGEHOK MpPOo-
KOHCYNbTUPOBAH FEHETMKOM, Ha OCHOBaHMK MPOBEAEHHbIX
ncenefoBaHUM UCKIOYEHbI KPYMHbIE XPOMOCOMHble abeppa-
UMn, 0eduUumT TM30COMHOM KMUCoM nnnasbl. 1o pesdynbratam
aHanu3sa Ha onpeaeneHne ypoBHS aMUMHOKMCAOT M auuaKap-
HUTMHOB B KPOBWM METOAOM TaHAEMHOM MacC-CNEKTPOMETPUM
NPU3HAKOB HacCNeACTBEHHbIX aMMHOALMAONATMIN, OpraHu-
YECKMX auuaypui v HapyleHUMn MUTOXOHAPUanbHOro 6eta-
OKMUCNEHUSA XMUPHbIX KUCNOT He BbIIBMIEHO. TaKKe Oblan
WUCKNOYEHbI aprMHUHEMUS W UMTpynaMHemus. B cBasu
C HanM4yMeMm KOHTPaKTYp Jy4e3anscTHbIX U MexdanaHroBbIX
CyCTaBOB, KpuMTOpxu3ma, nceBfobynb6apHOro cuHapoma
andodepeHumanbHas AnarHoCcTMKa npoBOAMAach B MEPBYIO
oyepeab C BPOXAEHHbIMY MUACTEHUYECKMMU CUHAPOMAMMU,
apTPOrpUNo30M, a TaKKe C MMKPOCTPYKTYPHbLIMW XPOMOCOM-
HbIMKM abeppaunsamu. B cBSI3W C BbISBNEHHOW B BO3pacTe
1 mec 8 cyT runepammoHnemMment (216 MKr/an, 4to CooTBeT-
ctByeT 127 mKmonb/n, HopMma 50-80 MKMosb/N) ¢ HapacTa-
HMEM Ha cnefytouime CyTKM 40 ypoBHA Hi — Bbllwe pedepeHc-
HbIX 3HA4YeHWUW (M3MEepPEHNE NMPOBEAEHO C UCMNOb30BAHWEM
aHanusatopa PocketChem BA, anana3oH M3MepeHus —
1o 400 mKr/an, unn 285 MKMOonb/n [4]) Ha3HaYeHa HU3KOo-
6enkoBas agneTta n3 pacyeta 1,5 r/Kr/cyrt, 4TO COOTBETCTBYET
MWHWMaNbHOMY 6€30MacHOMYy YPOBHIO noTpebneHus 6en-
Ka [6]. TakKe B Tepanuio 6blM BKIOYEHbI 6eH30aT HaTpus
B fo3e 500 mr/Kr/cyT u L-kapHuTuH B go3e 100 mr/Kr/cyt
C NONOXMUTENBbHON AWHAMWUKOW B BUAE CHUXEHUS YPOBHS
aMMOHMSA B KPOBM A0 pedepeHCHbIx 3HaYeHnn — 106 MKr/on
(62 mkmonb/n) K 1 mec 15 gHam. AuddepeHumanbHas
AMarHoCTMKa NpoBOAMNach C TPAH3UTOPHOW rMNEPaMMOHU-
eMWen HOBOPOMKAEHHbIX, BTOPUYHON TrMnepaMMOHUEMHUEN
Ha @OHe TeyeHUs BPOXKAEHHOW WHOEKLMU, B MeHblUen
cTeneHn — ¢ 3aboneBaHUs MU U3 rpynnbl HacneACTBEHHbIX
HapyleHnn o6MeHa BELLECTB, Y4UTbiBas OTCYTCTBUE OTKIIO-
HEHWW MO pe3ynbTaTaM paHee NPOBEeAEHHbIX UCCNefoBaHMM
Ha HacneacTBEeHHble MeTabonnyeckne 60/1Ee3HM.

Mpu NonbITKax 3KCcTyGauuu nepuoabl CaMoCTOATENIbHO-
ro AblXaHus OblN HEMPOAOMKUTENbHBIMWU, XOTS SBAEHUSA
NMHEBMOHMK Ha 2-M MeC U3HU pebeHKa Kynuposanuck. Ha
$OoHe NPOTUBOCYAOPOKHON Tepanmu cyaoporn He BO306HOB-
NANUCb. Y4uTbiBas HEBO3MOXHOCTb 3JKCTyOaLUK, pebeHKy
npoBeAeHa yCTaHOBKa TPaxeoCTOMbl, MauMeHT nepeBefeH
Ha CaMOCTOATENbHOE [AbIXxaHWe Yepe3 TPaxeoCTOMWYECKYHO
TPpy6Ky 6€3 NoTpebHOCTN B AOMONHUTENIbHOM OKCUTeHaLWu.
[Ana panbHenwero o6cnefoBaHUs M le4eHUss B Bo3pacTe
74 cyT *M3HWM pebeHOK nepeBeleH B OTAeNleHne NaTonoruu
HoBopoXAeHHbIXx MAMKBE.

dusuKkanbHaa AMarHocTUKa

Ha MOMEHT nocTynneHus B oTAeneHMe naTonornm HoBo-
POX/AEHHbIX COCTOsSIHWE peGeHKa TAXKenoe, CoO3HaHWe yrHe-
TeHo. Macca Tena — 3914 r (Z-score = —1,3 SD), anvHa
Tena — 53 cMm (Z-score = —1,5 SD), OKpPY*KHOCTb F0N10Bbl —
37 cMm (Z-score = —0,6 SD) (INTERGROWTH-21st).

OTmeyatoTca BbllenepeymucneHHble MHOXECTBEHHbIE
CTUIMbl An3ambpuoreHesda. KoxkHble NOKpPOBblI 6aedHble,
YMEPEHHOW BNIAXKHOCTH, YMCTble. Buammble cnmsunctole 060-
NIOYKK BnefHble, YnucTble. [bixaHne camoCcTosTENbHOE Yepes
TPaxeoCTOMUYECKYl0 TPYOKy C AoTauuein O, 4Yepe3 macky
1 n/MUWH, Ha 3TOM POHe nokasaTenb catypaumm — 93-99%.
[onoBa oKpyrnon ¢dopmbl, 60MbLION POAHMYOK 1,5 X 1,5 cm,
He BblOyXxaeT. [pyaHas KNeTKa UManHapruyeckon Gopmbl, pas-
HOMEPHO y4acCTBYET B aKTe [bIxaHWs. YacToTa [bixaTenbHbIX
ABUXEHUN — 48 /MUH. AyCKyNbTaTUBHO AblXaHWUe NPOBOAMT-
Csi PaBHOMEPHO MO BCEM JIErOYHbIM MOASM, CUMMETPUYHO.
Xpunbl NPOBOAHOIO XapaKkTepa, McYye3atoT nocne caHauuu
AbIXaTeNbHbIX NyTeW C yaaneHMem yMEepeHHOro KofimMyectea
CNU3UCTON MOKpOTbIl. O6nacTb cepaua BU3yanbHO HE U3MEHe-
Ha. YacTtoTa cepaeyHbix cokpalleHmn — 160-170 ya./MuH
B nokoe, o 190 ya./MuH npu Harpy3ke. [pu aycKynbTta-
LMW TOHbI cepua SicHble, pUTMUYHbIE. LLlymMbl 4OCTOBEPHO
He BbicnywMBaloTCA. KMBOT cnerka B34yT, HO AOCTyneH
nanbnaunn Bo BCEX oTaeNnax, 6€3601e3HEHHbIN, nepucTasnb-
TUKa coxpaHeHa. lNevyeHb +2 cM, KOHCUCTEHUMS OOblYHas.
CeneseHka He nanbnupyetcs. CTyn nocne CTUMyASLUUK Ken-
TO-3€eNeHbIN, KalnueobpasHbli, 6€3 NaTtoNorMyecKkux npu-
Mecen. MoyencnyckaHve cBO6G0OAHOE, MOYa CBETNIO-XKenTas.
[BYCTOPOHHUI KPUMTOPXU3M.

HeBponornyeckum cratyc: CrOHTaHHaa ABWratesbHas
AKTMBHOCTb MPAaKTMYECKM OTCYTCTBYET, M03a 3KCTEH30pHas,
KOHEYHOCTU MPEUMYLLECTBEHHO BbINPSAMIEHbI, KUCTU CXaTbl
B Kynaku. Ha ocMoTp pearvpyet notaruBaHMeM KOHEYHOCTEMN.
duKcaLun B3opa HeT, 3payvku OANMHAKOBOMW BENUYMUHbI, peaK-
LMS Ha CBET MBasl, peaKLusa Ha rPOMKUIM 3BYK — B3aparu-
BaHue. JIMLO CUMMETPUYHO, HeraTMBHas rpumaca npu oCcMoT-
pe. MbilweyHasa AUCTOHUSA C npeobnajaHneM runepToHyca
pasrnbaTtenen pyk. Pednexkcbl HOBOPOXKAEHHbIX Bbi3blBa-
toTCs, ocnabneHbl. CyxounbHble pedneKcbl CUMMETPUYHBI,
0XMBNeHbl. He cocer, rnotaHne 3aTpyaHEHO, NePUOANYECKU
noATeKaeT c/itoHa (NceBaobynbbapHbie HapyLweHUs).

MpepBapuUTeNnbHbIA AUArHo3

OCHOBHOWM AMarHo3

MHOXKEeCTBEHHbIE BPOXAEHHbIE MOPOKU Pa3BUTUS: BPOXK-
[EHHbIN NOPOK cepaua — AedEKT MEXIKENYJ04KOBOW Nepero-
POAKM, YKOPOYEeHUe TpybUaTbIX KOCTEN BEPXHMX KOHEYHOCTEN,
KOHTPaKTypbl CyCTaBOB BEPXHWX KOHEYHOCTEW, yABOEHME
YallleYHO-T0XaHOYHOM CUCTEMbI, KPUMTOPXM3M, MUKPOrHaTHS.
[eHEeTUYeCKM CUHAPOM HEYTOYHEHHbIN. Q89.7.

ConyrcTBylouwjne guarHo3bl

AHemMusl HeaoHoleHHbIX (P61.2). BpoxaeHHas MHEBMO-
HUS, Bbl3BaHHas Apyrumn Bo3byauTenamu (P23.8). Hanuuune
TpaxeocTombl (Z93.0). BpoHxoneroyHas Aaucnnasvsg, BO3-
HUKWasa B nepuHaTtanbHOM nepuoge (P27.1). TMNOKCUYecKu-
nwemunyeckoe nopaxenme LIHC, cuHApoM ABWratenbHbIX
HapyweHun, nceBaobynbbapHbin cuHapom (P91.0). Cyaoporu
HoBopOXaAeHHOro (P90). lbixaTenbHas HeJoCTaTOYHOCTb Y HOBO-
poxaeHHoro (P28.3). HegoHolweHHocTb 34 Hep 6 cyT (PO7.3).

[AvHaMuKa 1 ucxopabl

B otoeneHuyr natonorMm HOBOPOMAEHHbIX MauUeHT
nposen 2 Mec, 3a Becb nepuojs HabNloAeHUS COCTOsHUE
pebeHKa ocTaBanocb TsaxenbiM. OTMeYanucb CUMMTOMbI
rMnoTanaMmyeckon AUCOYHKLMKM B BUAE MEPUOAMYECKMX
nogbEMOB TemnepaTypbl Tena A0 GebpunbHbIX 3HAYEHUN,
KOTOpble HEe COMPOBOMXAANMNCH KIMHUKON MHDEKLMOHHOIo
TOKCMKO3a, B nabopaTopHbiX WMCCNedOBaHWAX MapKepbl
BOCMNaNeHNs OCTaBanMCb B npeaenax HopMasbHbIX 3Ha-
YeHWW, UHCTPYMEeHTaNbHasa AMarHoCcTUKa (peHTreHorpadu-
yecKkune uccnegoBaHus u Y3WM) He BbISBASAN o4ara UHOEK-
LLMOHHOTO npoliecca.
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Clinical Observation

(]

88

KnuHunyeckKoe Ha6noaeHue

TakKe y pebeHKa oTMeYeHa TeHAEHUMS K TMNOMTIMKEMUNU,
YTO BbI3blBaO0 HEOGXOAUMMOCTb [OMOAHUTENLHOM AOTaLMK
pactBopa MMoKo3bl. O6cneaoBaH OETCKMM 3HOOKPUHONMO-
rOM — AaHHbIX 3@ TMNEPUHCYIMHU3M W TMNOKOPTULIM3M He
nony4eHo. MocteneHHo ypoBEHb IMUKEMUU HOPManU30Bacs.

CoxpaHsanucb ABNEHUS AblXxaTeNbHOW HEeLOCTaTOYHOCTHU:
npu CaMOCTOATENbHOM [bIXaHUMW Yepes TpaxeocTomy Tpe-
60Banacb AOMONHUTENbHAA OKCUIreHauus 4Yepes JINLEBYIO
MacKy (100%) B uensix AOCTUXKEHWS YOOBNETBOPUTENbHbIX
nokasartenen catypauumn (93-95%), nNpu Harpyske ycuiu-
Banacb ofbllKa. OTMeYanucb HapyleHUs CoCaHUs U rnoTa-
HMS, YacToe NoATeKaHWe MONOoKa, B CBA3M C YEM MasbyMKa
BCKapMIMBanu Yepes HaloracTpalibHbli 30HA 6GOMOCHO.

B HeBponoOrMyeckom craTyce CoxpaHsiacb MblleyHas
[OWUCTOHUS: BbIHYXKAEHHAs Mo3a C BbINPSMAEHHbIMU KOHEeY-
HOCTSIMM, KOHTPaKTypbl B NasiblLiax KACTEN, TYroNnOABUMKHOCTb
B KOJIEHHbIX cycTaBax. Habnoganucb TpM3M xKeBaTeflbHOM
MyCKynaTypbl 1 runepcanmBaumns. Pukcaumsa B3rnaga oTcyT-
CTBOBasa, K Havyany 5-ro Mec M13HW He BbI10 NOMbITOK yaep-
YaHWS ronoBbl, YTO CBUAETENLCTBOBASIO O rpybon 3adepKKe
NCUXOMOTOPHOrO pas3BuTUA. Ha ¢doHe npoaosKawowencs
NPOTMBOCYAOPOXKHOW Tepanuu Ccyaoporn He BO306HOBNSA-
nucb. lMpu anektposHuedanorpadum B 3- U 4-Mecsa4HOM
BO3pacTe paspsaoB anunentTMPoOpMHOM aKTUBHOCTU He
06HapyKEeHO, OTMEYEHbl AN3PUTMUS U Ae30praHn3aLmUs PUT-
MOB, OCHOBHOW pWUTM He anddepeHumpoBaH. lNpun Heoa-
HOKpaTHbIX nocsefoBaTefibHbIX HEMpocoHorpadusax 6blan
OTMeYeHbl MPU3HAKM YMEPEHHOM AnnaTaunmn 60KOBbIX Keny-
[O4YKoB Mo3ra. PebeHKy aABaxabl (B Bo3pacte 1 n 3 mec)
BbIMO/IHEHA MarHUMTHO-pe30HaHCcHas Tomorpadus mosra:
06HapY)XeHbl 04aroBble N3MEHEHNS B NEPUBEHTPUKYNSAPHOM
6enom BelecTBe NOOHbIX U TEMEHHbIX A0MIEN, HaPYXKHbIX
f4pax TanamMycoB W 3aAHEro KojeHa BHYTPEHHWX Kancyf,
CHUXXEHWE BbICOTbI MO30JNCTOro Tena, AunaTtauus 3agHux
poroB OGOKOBbIX XeNyaqo4YKOB Cnabon CTeneHu, ymepeHHoe
paclwunpeHne cybapaxHomaanbHOro nNpocTpaHcTBa. Bece atn
CTPYKTYPHbIE M3MEHEHUS pPacLEeHWBaNUCb KaK CnefacTeue
TMMNOKCHUYECKU-ULLEMMYECKOrO NOPaXKEHNs Mo3ra.

dusnonornyeckne oTnpaBiieHns 3a BeCb nepuoa
HabntogeHUs He O6blin HapyleHbl, COCTOSIHUE MUTaHUS
M dGU3NYECKOro pasBUTUS Ha ¢dOHEe KOMMJEKCHOW Tepa-
nMM U UHOMBUAYANU3MPOBAHHOM HYTPUTUBHOM MOALAEPHKKM
XapaKTepM30BaNoCh OTCTaBaHWEM THXKENOW CTENEHU: B BO3-
pacte 4,5 mec macca Tena — 5,052 r (Z-score = —2,27 SD),
onMHa — 56 cMm (Z-score = —3,13 SD), OKpPYKHOCTb rono-
Bbl — 39 cM (Z-score = —1,5 SD) (ANTHRO).

TaecTb CoCTOsSHUA pebeHKa CBA3blBanM B MNepBYyO
oyepedb C reHeTM4yecKnum 3aboneBaHueMm, BO BTOpyD —
C 3aTsXKHbIM TEYEHUEM BPOXKAEHHOM MHEBMOHMU Ha PoHe
BTOPUYHOIO MMMYHOAEDULMTHOrO COCTOSIHUS Y HE3PENoro
pebeHKa. [locneagHee NoATBEPXKAEHO pe3ynbTaTaMu MUcche-
[OBaHWSA KNETOYHOro MMMyHMUTETA B BO3pacTe pebeHKa
3 mec — cy6bnonynauusa T-xennepos CD3*CD4+*CD8-CD45+
coctaBuna 37% (Hopma 46-61%).

3aTtsKHoe TeyeHne NMHEBMOHWMKU ¢ GOPMMPOBAHMEM Ha
ee poHe BPOHXONEr0OYHOM AMCNNAa3MK NOATBEPKAEHO AaH-
HbIMW AMHAMMWYECKOrO PEHTIEHONOMMYECKOro KOHTPONSA: Ha
NPOTAXKEHUN 3—4-r0 MEC KMU3HU COXPaHAIUCL MONUCETMEH-
TapHble YNJOTHEHWA B NIErKUX (MPEUMYLECTBEHHO cnpa-
Ba) B COYETAaHUU C MHEBMOODUOPO3HBIMU MU3MEHEHUAMMU.
YauTblBas 370, a TaKKe BblAENeHWE U3 Pas3nyHbIX JIOKYCOB
YCNOBHO-NATOrEHHbIX MWKpoopraHnamos (Staphylococcus
aureus, Pseudomonas aeruginosa), NpoaoSiXaiu aHTu-
6aKTepuanbHytlo Tepanuio (BaHKOMUUMH 30 Mr/Kr/cyr,
MeporieHem 90 Mr/Kr/cyt, cynbbaktam + uedonepasoH
150 wmr/Kr/cyT). MNpu3HakoB MHOEKLMOHHOIMO TOKCMKO3a,
BOCMaAUTE/NbHbIX M3MEHEHWI B remorpamme M nosblle-

HWUS MapKepoB BocMnaneHus (KoHUeHTpaunn C-peaKTMBHOro
6enKa, NnpoKanbUMTOHMHA) 3a Nnepuo HabnaeHnsa He oTMe-
yeHo. PebeHoK npogosmkan nosyyatb NMPOTUBOCYAOPOIKHYIO
Tepanuio (neseTupaLeTam), NPOBOAUIN MEAUKAMEHTO3HYIO
(6eH30aT HaTpus, L-KapHUTUH) U AMETUYECKYID KOPPEKLMIO
(rMnonpoTenHoBas guMeta — COYETaHUE CLIEKEHHOro maTe-
PUHCKOrO MOJIOKa M 6e36enKoBOM CMeCcH, CyTovyHas OoTa-
umMs 6enka coctasnana 1,5 r/Kr) runepaMMOHUEMWUN MNOA
KOHTPONIEM KOHLEHTPaLMN aMMOHUS B KPOBW, KOTOpas ocTa-
Banacb YyMEPEHHO MOBbIWEHHOW (B BO3pacTe 3 Mec CocTaB-
nana 146 mkr/an, unm 86 MKMOb /1, HOpMa Ansa 3Toro BO3-
pacta 50-80 MKMonb/n).

Mpoagonxancs gnarHocTMYECKMi nouck. lNpu nposene-
HWWM NOBTOPHbIX 3XOKapauorpaduin ycTaHOBAEHO, YTO UMEB-
LMK MECTO B BO3pacTe A0 2 MEeC XMW3HU cybaopTasibHbln
nedEeKT MEXKeNnyqo4KoBOW Neperopoakun (MepBruyHO 4 MM)
K BO3pacTy 3 Mec NpaKTM4YecKM He onpegensancs; anarHos
BPOXAEHHOIO NMOPOKa cepaLia UCKIIOYEH.

YuuTbiBas coxpaHstoweecs yrHeteHne LIHC, HecmoTps
Ha CHUXXEHWE KOHLEeHTpauuu aMMOHWS B KPOBW, C LENbio
UCKIOYEHNS HEKETOTUYECKOM TMNEPrIMLMHEMUN B BO3pac-
Te 2 mec 20 cyT npoBeaeHo OQHOBPEMEHHOE onpeaeneHne
KOHLUEHTpauuu rmuumHa B nnasme (111 MKMonb/n; HopMa
125-450 MKmonb/n) U B nukeope (23,4 MKM/n; Hopma
< 20 MKMOAb/N) C pacyeToM COOTHOLLIEHUS KOHLEHTpa-
UMA TMMUMHA NIMKBOPa K mMuuMHy nnasmbl (0,211; Hopma
=< 0,02 [7]). B cBS131 C NOBbILEHNEM KOHLIEHTPALUU MKULMHA
B JIMKBOPE, YBENNYEHNEM COOTHOLUEHMS MULMHA JIMKBOPA
K MUUMHY naas3Mmbl, HalnMYyMeM XapaKTepHbIX GpeHoTunuye-
CKMX 0COBGEHHOCTEN (AMCTaNbHas KOHTpPaKTypa CyCTaBoOB,
HW3KOPACMO/IOXKEHHbIE YLIN), a TaKKe nceBaobynb6apHOro
cuHApOMa npoBoanan anddepeHumanbHylo AWarHOCTUKY
¢ GLYT1-3Huedanonatven, acCoUMMPOBAHHOM C MaToreH-
HbIMW BapuaHTaMu reHa SLC6A9 (OMIM #617301) v Heke-
TOTUYECKOW runepranumHemmen (reHbl GLDC, ATM, GCSH)
(OMIM #605899, #620398, #620423).

[MpoBeaeHO MONHO3K30MHOE ceKkBeHupoBaHue [JHK
pebeHKa (aHanu3 B34T B Bo3pacTe 3 Mec, pe3y/bTaTbl Nosy-
YyeHbl B Bo3pacTe 4 Mec). lNaToreHHblXx U BEPOSTHO-NaTo-
FeHHbIX BapuMaHTOB FeHOB, aCCOLMMPOBAHHbLIX C Pa3BUTUEM
rMULMHOBOW 3HUedanonaTuu, He BbISBIEHO; MPU NOBTOPHOM
nccneaoBaHMmM KOHLEHTpaLUmMK MuLmMHa B Nna3Me B BO3pac-
Te 4 mec 20 cyT 06HapyKEHO ero 3aMEeTHOE CHUMXKEHUe —
0o 15,3 MKmMonb/n (Hopma 125-450), 4Tto, BEPOSATHO, 6bI10
06ycnoBneHoO HM3KO6EeNKoBOKW aneton. Bmecte ¢ Tem, o6Ha-
pyxeH BapuaHT reHa MAGEL2 (rs770374710) B retepo-
3UrOTHOM COCTOSIHUM B 3K30HE 1 (€AMHCTBEHHOM), NMPUBO-
OAWNMIA K CABUIY PaMKWM CYUTbIBAHUS U NPEXAEBPEMEHHOM
TepMUHaUMKM TpaHcnauum 6enka (p.GIn63ProfsTer47).
JTOT BapuaHT HEOAHOKpPaTHO onMucaH B nuUTepaType Kak
p.GIn666fs (NM_019066.5) B reTepo3nUroTHOM COCTOSIHUM
y naumeHToB ¢ CLUA. MNMpoBeaeHa BanMaaLuns BbISBIEHHOIO
BapvaHTa MeTOAOM NPSIMOro CEKBEHMpOBaHMA No CeHrepy.
Y pebeHKa BapuaHT rs7 70374710 noareBepanncs. Y poaute-
Nle — He BbISIB/IEH, TO eCTb 3ab0/ieBaHne pebeHKa CBA3aHO
C MyTauuewn de novo.

Ha ocHoBaHWK pe3ynbTaToB Pa3BEPHYTOrO reHETUYECKO-
ro aHaaM3a B COYETaHMU C BblWEONUCAaHHOW KIIMHUYECKOM
KapTUHOW B 4-mecsa4HOM Bo3pacTe pebeHKa 6bl/l yCTaHOB-
JIEH cneayoLmn KNMHUYECKMI amarHo3: «OcHoBHoe 3aboJie-
BaHune: CuHapom Waada — Axra. ConyrerByroLme 3abosieBa-
Hus: BTopnyHas runepaMmoHnemums. NMHEBMOHMUS, 3aTaKHOe
TeyeHne, peKoHBanecueHT. MMMyHOOEeDUUNT HEYTOYHEH-
HbIM. BpoHxoneroyHas Aucnnasus, Knaccuyeckasa dopma,
Nlerkoe TedvyeHue. Hocutenb TpaxeocTOMbl. [MMOKCUYECKHU-
niwemmyeckoe nopaxeHue LIHC. AHemMusa cMmellaHHoro reHe-
3a. HegoHoweHHocTb 34 Hepg 6 cyT.



Ha ¢oHe KOMMNEKCHOM Tepanuu CoCTosIHWE pebeHKa cTa-
61MAn3MpoBanocb, MHEBMOHUS paspelmnnacb. CoxpaHancs
rpyéblt HEBPOJSIOTMYECKUIM AedULMT, B TOM YUC/ie NCeBAO-
6ynbbapHble HapyweHus. PebGeHKy Obl1 MPUCBOEH Maniu-
aTMBHbIM cTaTyc, U B Bo3pacte 4,5 mec oH O6bl1 nepese-
[eH B nannuvatuBHoe otaeneHne MAIMKB ang npooonKeHus
NOCUHAPOMHOM Tepanuu.

MporHos

lMporHo3 no ocHOBHOMY 3abofieBaHWio Hebnaronpu-
ATHbIA B CBA3M C TAXKECTbIO COCTOAHUA NaLMEHTa U Heob-
XOAMMOCTbIO NanaMatuBHoro yxofda. OCHOBHbIMM MPUYHK-
HaMu HebnaronpuATHOrO MNPOrHo3a ABASAIOTCA TAXesNble
pecnupaTopHble HapylweHus Ha GoHe rnceBaobynb6apHoOro
CUHApPOMa W rpybbii HeBponormyeckun aedunumt. OagHaKko
KOMMIEKCHbIN MEeXAWCUMNIMHAPHbIA NoAXo4, BKtoYas
pecnupaTopHyt0 MNOAAEPIKKY, WHAWBUAYANU3UPOBAHHYIO
HYTPUTUBHYIO KOPPEKLMUIO U CUMNTOMATUYECKYIO Tepanuio,
MOXET MOBbICUTb KayeCTBO XM3HW MNauuMeHTa U CHU3UTb
PUCK OCNOXXHEHUW (pPeumanBUpPYIOLLMA acnupaLMOHHbIN
CUHAPOM, CyLOPOrn).

BpemeHHas wkKana

XpoHonornsa passuTus 60/1€3HM NaLmneHTa ¢ CUHAPOMOM
Laada — AHra, ee KtoYeBble COObLITUS U MPOrHO3 NpeacTas-
NeHbl Ha puc. 3.

OBCYXAEHMUE
ClWUA npeanctaBnser cobor HeaaBHO OGHapy*KeHHoe
3aboieBaHNEe HEPBHOW CUCTEMbI, GEHOTUMUYECKUIN CNEKTP

KOToporo Bce ele ytoyHseTtca. OgHOM U3 caMbix pacnpo-
CTpaHeHHbIX MOCTHaTaNbHbIX 0cob6eHHocTen CLUA aBnser-
CSl MblleYyHas TMNOTOHUSA, KOTopas MPUCYTCTBYET MOYTU
Yy BCEX HOBOPOXAEHHbIX C 3TUM CUHAPOMOM U B HEKOTOPbIX
criydyasix MoxeT 6biTb Tsenon [2, 3, 11]. lNpeHaTanbHO
MbllleYHasd TUMNOTOHUSA CMOCOGHa MPOABAATLCA CHUMEHMU-
€M [ABuraTefibHOM aKTUBHOCTM BHYTPUYTPOOHOro pebeHKa
[3, 6], B HeoHaTanbHOM nepuofe — TPYAHOCTAMU KOopmJie-
HUS M pecnupaTopHbIM AUcTpecc-cuHapomom [4, 11, 12].
J. McCarthy un coaBt. (2018) yctaHOBW/IM, H4TO MOJSIOBUHE
HOBOpPOXAEHHbIX ¢ CLUA Tpebytotcss MHTYGauus 1M mexa-
HUYEeCKass BEHTUNALMUS NErknx B MNepBble 2 MEeC XWU3HM,
a 18% HyxpatoTca B Tpaxeoctomuu [1]. Y 3 U3 4 nauneHToB
AMarHOCTUPYIOT LIeHTPasibHoe U/WUin OGCTPYKTUBHOE arnHo3
CHa, Yy 2/3 — HecCTabunbHOCTb TepMoperynsuun (BbiCo-
KYI0 4yBCTBUTENbHOCTb K XONI04Y, YpE3MEPHOE NOTOOTAENE-
HWE) KaK NposiBNeHWe runoTasamMuyeckoro cuHapoma [1].
BONbWHWHCTBO HOBOPOXAEHHbIX TPeboBanu creunanbHbIx
METOAOB KOPMJIEHUA (HampuMep, UCNOJIb30BaHUA CreLuum-
aJlbHOMN COCKM WM KOPMJIEHUA Yepe3 Has3oractpasibHbli
30H[) B TeyeHue nepBbiX MecsaueB Xu3Hu [13, 14]. XoTs
npo6nembl C KOPMIEHUEM paspeLlaoTcs NPUMEPHO y Noo-
BWHbI €TeN B Te4eHUe NepPBOro roga Xu3Hu, B OCTalibHbIX
cnyqasx HefocTaTo4YHOEe rnepopasibHoe noTpebsieHne nuLLm
TpebyeT yCTaHOBKM ractpoctomsbl [3, 15, 16]. Mnepdarus
1 OXupeHue, Yacto Habnogaemble npu CrB, Takxe onuca-
Hbl npu CLUA, HO pexxe 1 ¢ 6osee NO34HUM febioToM [17].

Y peten ¢ CWUA otmedalotcs 3apeprka GU3MYeECKO-
ro pa3BUTUA U YMCTBEHHas OTCTaloCTb, YPOBEHb THAXECTU
KoTopblx BapbupyeT [17]. MpumepHo y 50-60% naumeH-

Puc. 3. XpoHonorus pa3suTusi 601e3HU, KIIOYEBbIE COOLITUSA U MPOrHO3 ANsi NauueHTa ¢ cuHapoMom Laada — fHra
Fig. 3. Disease course, key events, prognosis for the patient with Schaaf — Yang syndrome

AHTeHaTanbHOe O6HapyXKeHue

KaMNTOoAaKTUANW NPaBOMN KUCTH.
PoxkaeHune pebeHKa Ha cpoke
rectauunn 34 Hep 6 CyT B TAXENOM
COCTOSIHUM, C MHOXECTBEHHbIMMU
cTUrmamu an3smbpuoreHesa,
KPUNTOPXM3MOM, OTEKaMm
BEPXHUX U HUMKHUX KOHEYHOCTEN.
Macca tena — 2890,
anvHa — 46 cm

CoxpaHsoWMNCs CyA0POXKHbIV
CUHAPOM, NceBaobynbbapHbie
HapyweHus, OH. Mepesoa
B MAIKbE. BuisiBnexHune
runepaMMOHUEMUM, @ TaKKe
CMMMTOMbI FMNoOTanamMmm4ecKom
OUCOYHKLMU (TMnepTepmus,
TUMNOMIMKEMMUS, TMMOTOHAAN3M)

Macca — 3914 r, pnvHa — 53 cm

[JNarHoCTMYECKMIM MOUCK:
onpeaeneHne BbICOKOro
YPOBHS MULUMHA B IMKBOPE
npv HOpManbHOM ero
3Ha4YeHUn B nnasme,
YBENUYEHWNE COOTHOLEHUS
rvunH CMX / rmnumH
nnasmbl. IcKto4eHne

IMULUMHOBBIX 3HUEedanonaTum

MporHos
He6naronpuUsATHLIN.
[pyb6as 3apeprkKka
NCUXOMOTOPHOIO
pas3BuTUS.
MNceBao6ynbGapHbIv
CUHAPOM

Mepesoa B OPUT TL, B cBA3M
C BPOXAEHHON NMHEBMOHUEN,
HapacTtatowen JH,
[OBC-cnHapomom,
CYIOPOXKHbIM CUHAPOMOM

MpoaomkeHne Tepanuu NHEBMOHUK, HEBPOIOMMYECKMX
HapyLIeHWN, rMnepaMMOHUEMUN. YCTaHOBKa TPaxeoCToMbl,
nepeBoj Ha CamMoCTOATENbHOE AblXxaHWe. MOHUTOPUHT
BUTa/bHbIX MOKasaTenen: anu3oabl runeptepmmmn 6e3
npu3HaKkoB MHdEKLMOHHOro npouecca, AZl, YCC B npegenax
BO3PaCTHbIX HOPM, OTMEYaNUCh 3NU30/bl AecaTypaLu
no 70% npw otcyTcTBMM foTaummn O, Yepes
TPaxeocTOMUYECKYto TPyOKy. Macca — 4640 r, anvHa — 55 ¢m

BbisiBNeHWe MyTalmu B reHe
MAGEL2 no pesynbtatam

MOJIHOOK30MHOI0 CEKBEHNPOBaHUA,
yCTaHOBJ/IEHWE 3aK/NO4YUTENIbHOIoO
OCHOBHOIO KJIMHNYEeCKOro AnarHosa:

«CuHapom Laada — AHrar.
Macca Tena — 5052,
anvHa — 56 cM

lMpumeyvanme. AH — pbixatenbHas HegocTaTtodHoCTh; MAMKB — Mopo3oBcKas AeTcKasa ropofcKas KiMHu4ecKkas 601bHULa;
CM} — cnvHHOMO3roBas XuaKkocTb; OPUT ML, — oTaeneHve peaHMMaLnm U MHTEHCMBHOW Tepanuu NepuHaTaabHOro LLeHTpa;
[OBC-cMHAPOM — CUHAPOM AMCCEMMHUPOBAHHOIO BHYTPUCOCYAUCTOrO CBEpThIBaHUS; ALl — apTepuanbHoe gaBnexue; YCC — yactoTa

cepAeyHbIX COKpaLleHum.

Note. RF (OAH) — respiratory failure; MCCH (MAI'KB) — Morozovskaya Children’s City Hospital; CSF (CMX) — cerebrospinal fluid;
ICU PC (OPUT L) — intensive care unit of the perinatal center; DIC (ABC-cuHgpom) — disseminated intravascular coagulation;
ABP (Al) — arterial blood pressure; HR (HCC) — heart rate.
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g Clinical Observation

KnuHunyeckKoe Ha6noaeHue

TOB OnpeaensieTcs HU3KUM PoCT (HWKe 3-ro nepueHTuns),
YTO MOXET ObITb C/IEACTBUEM TUMNOTaNIaMUYECKON AUCPYHK-
umm [1]. Y Bcex naumeHtoB ¢ CLUSA 3apeprkka pasBuTUs
NPUBOANUT K MHTENNIEKTYaNlbHOM HEAOCTAaTOYHOCTH, CTEMEHb
KOTOPOW 3aBWUCUT OT BapuaHTta reHa MAGEL2 [2]. CpeaHue
CPOKM MOTOPHOrO Pa3BUTUSA 3HAYUTENbHO OTCTalOT: AETU
HayuHaloT cnaetb B 18 mec, xoauTb B 50 mec, a roBopuTb
nepsble cnoBa — B 36 Mec [1]. YacToTa paccTponcTB ayTu-
CTMYECKOro cneKktpa cpean nauuneHtos ¢ CLUSA BTpoe Bbille,
4yeM y 60nbHbIX CMB (75% npotus 27%) [17].

[MNoroHagn3m MOMXeT MPOSABASATLCSA YXKe Mpu poxae-
HUU ¥ NpeacTaBaseT cobon OfHY M3 MepBbix GUIUYECKH
onpeaensieMblx 0CO6EHHOCTEN Yy NaLMEHTOB cpasy nocne
POXAEHUS, TaKXe CBA3aHHYI0 C rurnotaiamMuMyeckon auc-
byHKumen [1, 17].

Y 60MblUMHCTBA MaLMEHTOB HabAOAAIOTCH CKeNneTHble
HapylweHUs — KOHTPaKTYpbl CyCTaBOB, CKOJIMO3 U CHUXKEHWE
MUHEpanM3auMmM KOCTHOM TKaHW, MPU 3TOM KOHTPaKTypbl
CyCTaBOB MOryT OblTb BbISiIB/IeHbl AaXke Ha npeHaTtaibHOW
ctaguun [3]. [AucTanbHble KOHTPAKTYypbl CyCTaBOB BEPXHMX
KOHEYHOCTEN UMetoTCs Y BOMbLIMHCTBA NOPaXKEHHbIX, U CTe-
NeHb UX BblPaXKEHHOCTW BapbMpyeT OT U30JIMPOBAHHbIX KOH-
TPaKTyp MexdanaHroBblX CyCTaBOB A0 TxesblX GOPM MHO-
YECTBEHHbIX apTporpunosos [2, 18, 19].

B HacTosiwee Bpemsi 3pPEeKTUBHOM Tepanuu peTen
¢ ClUA He paspaboTaHo. [MocMHAPOMHOE NeYeHne BKIOYa-
eT B cebsa foroneauMyeckyto Koppekuuio, dusuoTepanuio,
MeANKaMEHTO3HOE NevYeHre NoPaKEeHNN KenyaoYHO-KMULley-
HOro TpaKTa, XMPYPrUYECKytd KOPPEKLMIO OpTOMNeanYECKMX
HapyweHWn M UCNoNb30BaHWe annapaToB A8 Mnoadeprka-
HUA ObIxaTeNbHOW QYHKUMK. Kpome Toro, peKOMOUHAHTHbIN
4YenoBeYeCKU TOPMOH pocTa Croco6CTBYET 3HaAYUTENIbHON
npubaBKe B POCTE, a TAKKe MOBbILEHUIO MbILEYHON CUMbI
M Pa3BUTUIO KOTHUTUBHbIX HaBbIKOB y NaumeHToB ¢ CLUA, 4yTto
[Jenaet 3TOT NpenapaT nNpeameToM AajbHENWEro U3yyYeHus
B KIMHWMYECKMX UcnblTaHmax [20].

Y npefcTtaBfeHHOro HamMu MauueHTa C reHeTUYecKu
BepudumumnpoBaHHbiM CLUA Hapsgy ¢ KIMHUYECKUMU CUM-
NTOMaMM, OMUCaAHHbIMWU NMPU 3TOM CUHAPOME, UMENN MECTO
N HETUMWUYHbIE NPOSBAEHUA 6ONEe3HN: B HEBPONOTMYECKOM
cTatyce MbllleYyHas TUMNOTOHUSA YXKe B KOHUe 1-ro mec
YU3HW CMeHunacb Ha runepToHyc pasrubatenen (c dop-
MWPOBaHMEM TYronoABMXHOCTM B CycTaBax), oTmeyasics
CYLOPOXHbIA CUHAPOM.

K TMNW4YHBbIM HeBponoruyeckum npossraeHuam CLUA
Yy MajbiMKa MOMXHO OTHECTM MbIWEYHY0 T[MNOTOHUIO
B HeoHaTa/bHOM Mnepuoae, PecnupaTopHble HapyleHus
C HEeO6XOAMMOCTbIO TPaxeoCTOMUW, TMMOroHaaM3M, Tpya-
HOCTM MNpW KopMaeHuu (nceBaobynbbapHbIi CUHAPOM),
nueBble AM3MOPdU3Mbl, KOHTPaAKTYPbl AUCTaNbHbIX CycTa-
BOB, alMHO3 M HECTabWIbHYIO TemMnepaTtypy Tena, rMy6oKyto
3a4epPKKY NCMXOMOTOPHOIO Pa3BUTUSA, KOTOPbIE Yy HaLlero
nauneHTa coBnagatloT ¢ GEHOTUNOM paHee OMUCaHHbIX
60MbHbIX [1-3].

Heob6bl4HbIM U paHee He onucaHHbIM Npu CLUA cocTos-
HMEM SABNSETCS BbiBIEHHAs y pebeHKa Ha 2-M MEC XKMU3HHM
runepaMmMoOHMEMUS HESICHOTO reHe3a. [poBeaeHHble ucene-
[0BaHWs MO3BOMMAN UCKIOYUTb CBSA3b HEBPOSIOrMYECKUX
HapyweHWn ¢ HacNeaCTBEHHbIMU 601e3HAMK OOMEHa, B TOM
yucne € HapylweHuaMu obMmeHa MuMuUMHa. YCTaHoBEHUE
[MarHo3a OKa3anoCb BO3MOMXHbIM TOJIbKO Gnarofaps BbINos-
HEHWMIO MOMHO3K3OMHOIo0 CeKBeHWpoBaHusa no CeHrepy.
BbisBneHne y npo6aHAa naTOreHHoro BapuaHTa reHa
MAGEL2 aBMnoCcb OCHOBaHWEM ANS HaMpaBleHUs Ha nos-
HO9K30MHOE CEKBEHWPOBaHME (GEHOTUMUYECKM 340POBbLIX

cuMbCcoB M poauTenen nauueHta. HM y ogHOro u3 4neHoB
ceMbM nNpobaHja HOCUTENbCTBA NaTONOMMYECKOro annens He
BbIIBEHO. TakMM 06pa3oM, MOXKHO KOHCTaTMpOBaTb Hasu-
yne y pebeHKa Mytauum reHa MAGEL2 de novo.

3AK/TIIOYEHUE

ClUA xapakTepusyeTcsa 3HauYuMTENbHbIM MNOAMMOPOU3-
MOM K/MHUYECKUX MNPOSBAEHMN, Hanbonee TUMUYHLIMU
M3 KOTOPbIX ABAAIOTCA CKENEeTHble aHOManuu, HapyleHus
GYHKLUMM HEPBHOM CUCTEMbI M rMNOroHaanam. B ocHo-
Be naToreHesa CUMHAPOMa nexaT HapylleHWe TpaHcrnopTa
W paspyleHne 6enKoB, OTBETCTBEHHbIX 3a QYHKLUMOHUPO-
BaHWe HEPBHOM CUCTEMbI U KOCTHOM TKaHW. BapnaTMBHOCTb
KNMHUYECKUX MPOSBAEHUN GONEe3HU 3aTpyaHaeT AuarHo-
CTUYECKMM MOUCK, NO3ITOMY Hanboiee HaaeXHbIM METOA0M
[MarHOCTUKM OCTaeTcs MONHO3K30MHOE/MOMHOrEHOMHOEe
cekBeHupoaHue JHK. Mpu CLUA nporHo3 gnsg 60nblWKH-
CTBa MaLMEHTOB Heb6naronpuaTHbIM, TaK Kak naToreHe-
TUYECKoe neyvyeHue, BKIOYas MCNonb30BaHWe ropMoHa
pocTa, HaxoguTCca B CTaAMW M3YYeHWUs, a noafepuBato-
Wwasa cumntomaTnyeckas Tepanus He obecnevyvmBaeT Mof-
HOLLEHHOr0 MNCUXOMOTOPHOro pa3BuTUdA. BaxkHon 3ajpa-
yer ABNAETCS MEOMKO-TEHETUYECKOE KOHCY/bTUPOBaHME
CeEMbW NauueHTa Ans OLEHKM PUCKOB NpPU MiaHWMpPOBaHUK
LeTopoxaeHus. B npeactaBneHHOM HamMW KIMHUYECKOM
HabngeHnn xapaktepHbole ana CLUA cumnTtombl coyeta-
JINCb C HETUMUYHBIMW A1 3TOr0 3ab60/1eBaHUA HapyLWeHNs -
MU MeTabonnama (runepaMmMoHUEMUEN), a TaKKe C nepu-
HaTanbHbIMW GONE3HAMM, YTO 3HAYUTENbHO 3aTPYAHMUIO
yCTaHOBJ/IEHWE 3TUOSIOMMYECKOro AMarHo3a.

WHOOPMUPOBAHHOE COITIACUE

OT 3aKOHHOro npeacTaBuUTENSA NaLMeHTa NOAy4eHOo noa-
nucaHHoe MHbOpPMUPOBaHHOE AOOGPOBOBLHOE cornacue Ha
MCMNONb30BaHWe MEAWMLMHCKUX [aHHbIX B Hay4HbIX LIENsX,
a TaKXKe Ha nyénuKaumio ero u3o06parkeHni B MeAULIMHCKOM
ypHane, BKIoYas ero 3/1eKTPOHHY BEPCUIO (aaTa nonyye-
HUs cornacus: 29.07.2025).
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