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0O60ocHoBaHMe. HacneactBeHHble cnactudeckue napannermn (HCI) — 3TO KIMHMYECKM U FEHETUYECKM reTeporeHHas
rpynna HevipogereHepatuBHbix 3aboneBaHni. OnncaHo 6osee 90 ¢opm HCIT ¢ ayTOCOMHO-AOMMHAHTHbIM, ayTOCOMHO-
peLeccnBHbIM, X-CLIEMIEHHbIM M MUTOXOHAPHUAAbHLIM TUNAaMKU HacaeqoBaHus. B 4ucne ayTocOMHO-AOMUHAHTHbIX BapHaH-
T0B HCI1 HegaBHO onvcaHa crniacTM4eckas naparnierus ¢ MHTEIEKTyaabHON HEAOCTaTOYHOCTbIO, HUCTarMOM U OXUPEHUEM
(SINO; OMIM #617296), accounmpoBaHHasl ¢ reTepo3nroTHbIMU NaToreHHbIMn BapuaHtamm reHa KIDINS220. B poccuiickon
nonynsumu ciydam 60/1€3HU paHee He onucaHbl. OnMcaHne KAMHUYEeCKOoro cay4as. [lpejcTaBieH aHaim3 cropagnyecKoro
cnyyas cuHgpoma SINO y naumneHTkn 3,5 net. [AnarHo3 noagTBEPKAEH MONEKYNISPHO-FEHETUYECKN, OBHapPYKeH paHee He onu-
CaHHbIV nNaTtoreHHbIr BapmnaHTt chr2:8730980T>TC (¢.5055dupG; p.Asn1686fs) reHa KIDINS220 B retepo3urotHor popme.
OCOBEHHOCTBIO Cyyas ABASETCSA HEMOJIHOE MPOSBIEHUE TUMTMYHOIo peHOTHNa CUHAPOMA M HaJIMYMe pasHOOBpPa3HbIX CONyT-
CTBYIOLLMX CUMATOMOB. Hapsay ¢ npu3Hakamm cracTMY4eCKOH naparnierum U BbICOKMMM aHTPONMOMETPUYECKUMM NOKa3aTess-
Mu HabsroAannch MnoMa MO30MCTOro Tesa, NMPEXAEBPEMEHHOE TeapXe, CBULL KOCTEH CMHKM HOCA, OAHaKO MHTEJIIEKTY-
a/lbHasi He[JOCTaTOYHOCTb, HACTArM 1 OXXMPEHUE OTCYTCTBOBA/IM. 3aKatodeHue. OnvcaHHbIM cayyan NnoATBEPKAaET NocaeH1e
JlaHHble 0 CBA3M MaToreHHbIX BapuaHToB reHa KIDINS220 co crneKTpom HapylueHWi Henpopa3BUTUS U IKCTPaHEBPAasbHbIX
MposiB/IeHNI, 06YC/I0BAEHHbIX POJIbIO KOAUPYEMOIo 6e/lKa B ANDPEepPEeHLMPOBKE HEMPOHOB M Pa3/IMYHbIX CUrHa/bHbIX MyTSX.
AHa/IM3 KIIMHMYECKON KapTuHbl cuHapoma SINO paclumpseT Halum npeactTaBaeHUs 0 peHoTHne 3ab0oeBaHMS.
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OBOCHOBAHME

HacneactBeHHble cnactuyeckue napannerun (HCI),
MUCTOPUYECKN N3BECTHbIE Kak 6oMe3Hb LLTptomnens, — aTto
obliee 0603HAYEHNE KIIMHUYECKU U FTEHETUYECKU reTepo-
FEHHOW rpynnbl HacCNeACTBEHHbIX HelpojereHepaTUBHbIX
3a60neBaHni, OCHOBHOW XapaKTEPUCTUKON KOTOPbIX ABNS-
I0TCA CNACTUYHOCTb W CNaboCTb B HUMKHUX KOHEYHOCTSX,
06YCNOBMIEHHbIE AereHepaLmen KOPTUKOCIMHANBbHOIO TpaK-
Ta [1, 2]. HCI knaccnduumnpyioT No KIMHUYECKOMY GEHOTU-
ny, TUNy HacneLoBaHUs UM NatodbU3noNornyeckoMy morse-
KynsipHOMy MexaHuamy [3].

KnuHnyeckn BbIZENSIOT ABa OCHOBHbIX Tuna HCII:
YUCTYIO, UK HEOCNOXKHEeHHYo, HCI 1 OCNOXHEHHYI0, UK
HCIM+. Ons HeocnoxHeHHon HCI1 xapaKTepHbl nupamua-
Hble CMMNTOMbl (Mapanape3 wWauM TeTpanapes, crnacTuy-
HOCTb, MOBbILWEHUE CYXOXW/bHbIX pedeKCcoB U NaTonoru-

YeCKne MoAoLWBeHHble pedieKebl), KOTopble MOryT OblTb
accounnpoBaHbl € AUCOYHKLMEN Ta30BbiX COUHKTEPOB
W notepen rnyboKow 4yBCTBUTENbHOCTU [4—6]. Mpn HCM+
GeHoTMN crnacTM4yecKon napanierun covyeTaeTcs C Apyru-
MW HEBPOSIOTMYECKUMU WU HEHEBPONOTMYECKUMU CUM-
nTOMaMu, B TOM 4KC/Ee C MO3MKEYKOBOM AWCOYHKLIMEN
(aTakeus, HUCTarM, TPEMOP); aKCOHaNbHOW WAW AEMUENU-
HU3UpYIOLLEN nepudepryeckon Henponatuen, BKIOYas
[IM3aBTOHOMMWIO U BbIPAXKEHHbIE CEHCOPHbIE HapPYyLWEHUS;
KOTHUTMBHbIMW HapYLIEHUAIMU (AEMEHLMS U YMCTBEHHas
OTCTaNoCTb); 3NUAENCUen; 3KCTpanMpaMUaHbIMKU CUMMTO-
Mamu [3]. Mpu HCIM+ BO3MOXKHO BbISIBNIEHWE CTPYKTYPHbIX
M3MEHEHUM TONIOBHOIO W CMMHHOIO Mo3ra: rugpoueda-
1K, rMnonnasumn/atpoPum Mo3xevyka, MO30/IMCTOro Tena,
aTpodMKN CMMHHOrO MO3ra, MNOMMUENMHU3ALNKU, NEeNKo-
anctpodumn [6, 7]. K 3KcTpaHeBpanbHbIM MPOABAEHUAM
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HCIT OTHOCAT O6GLWMPHbBIK NepevyeHb CMMMATOMOB, BKJtOYasd
0dTanbMONOrMYECKNE HapylweHUs (KaTapaKTy, ONTUYECKYHO
HenponaTtuio, aTpoduio 3pPUTENbHOrO HepBa, MUIMEHTHbIN
PETUHWUT W MaKyNApHYK AereHepauuio); aucMopduyeckue
0COBEHHOCTN (MUKpoLedanuio, makpouedanuio, NULeEBbIe
OMCcMopdU3Mbl, HU3KKUI/BbICOKMI POCT) U KOMOUHUPOBaAH-
Hble NOPOKK pa3BuTua [1, 3].

[eHeTnyeckaa ocHoBa HCI1 KpanHe HeogHopoaHa. Ha
CerogHsaWHUM aeHb nasectHo 6onee 90 dopm HCI ¢ ycTa-
HOB/IEHHbIMUW FrEHaMU, U X YUCNO NPOAOSIKAET pacTu [2, 8].
Tun HacnegoBaHus HCI BKIOYaEeT KaK MEHAENEBCKNE BapH-
aHTbl (ayTOCOMHO-AOMWHAHTHbIN, ayTOCOMHO-PELECCUBHbIN,
X-CUEenNeHHbIN), TaK U MWUTOXOHAPUANbHOE MaTepMHCKoe
HacnegoBaHue [9].

PacnpoctpaHeHHocTb HCI1 B pasfinyHbiX MNOnynsuuax
oueHuBaetca oT 1,8 oo 9,8 cnyyasa Ha 100 Tbic. Hace-
neHua [3], npu 3TOM crnopaauvyeckue cnydyan 60ne3Hu
coctaBnsitoT 13-40% [5]. Yawe Bcero pernctpupytor HCI
C ayTOCOMHO-AOMWHaHTHbIM TUMOM HacneaoBaHWs, OfHa-
KO pa3Hoobpasne reHetm4yeckux ¢GopM Bbllle cpean ayTto-
COMHoO-peueccuBHbix HCI, XxapaKTepHbIX An8 KPOBHOPOA-
CTBEHHbIX BpaKOB HEEBPOMNENCKOro npoucxoxkaexus [3, 8].
CyLLLECTBEHHO peXKe ycTaHaBAMBalOT X-CLEMnJeHHoe Hacie-
[lOBaHWe ¥ KpalHe peaKko — MUTOXOHAPUanbHOe, onucaHHoe
npu ¢peHotnnax HCIM+ ¢ cumnTomMamu, XapakTepHbIMKU And
MWUTOXOHApPWanbHbIX 3abonesaHni [9].

OCHOBHbIM MOP®OIOFMYECKMM CyO6CTPaTOM MpPOrpeccu-
pytowmx HCI aBnseTca peTporpagHas auctanbHas akCOHO-
natms ABuraTenbHbIX BOSIOKOH KOPTUKOCMMHANBHOMO TpaKTa
M 3aHUX KaHaTUKOB CMMHHOIO MO3ra, Bbl3BaHHas MOJMEKy-
NAPHBIMKU MeXaHW3MaMu, KOTopble BAUSIOT Ha BE3WKyNsp-
HblM TpaHCMEeMOpaHHbIM TpaHcnopT, MopdoreHes u pac-
npeaeneHne opraHens, akCoHabHbIM TPAHCMNOPT, IMNUAHbINA
06MEH, PYHKLUMM MUTOXOHAPUM M pasiMyHble 3Tanbl MNpo-
uecca muenuHuzauum [2]. LUMpoKkMin ananal3oH MONEKy-
NSPHbIX MexaHM3MoB natoreHe3a HCIT v BO3HMWKaOWMX
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B pesynbrate AUCOYHKLMI onpeaensieT MHOMKECTBEHHble
KIIMHWYECKME NEepecevyeHns ¢ ApYrMMuU HernpogereHepaTmB-
HbIMW 3a60/MeBaHMAMU: CNUHOLEpPe6ennspHbIMU aTaKCu-
MKW, GOKOBbIM aMUOTPODPUUYECKUM CKIIEPO30M, BONE3HbIO
LLapko — Mapwu — Tyta [3].

CpaBHUTENbHO HeagaBHO [10] B yMcne ayToCOMHO-AOMM-
HaHTHbIX ¢opm HCI1+ onucaHa cnactuyeckas napanneruns
C UHTENNEKTyaslbHOM HEeAOCTAaTOYHOCTbIO, HUCTArMOM M OXKK-
peHunem, unu cuHgpom SINO (Spastic paraplegia, Intellectual
disability, Nystagmus, Obesity; OMIM #617296), accounu-
poBaHHasi C retepo3nroTHbIMW MaTOreHHbIMWM BapuaHTamu
reHa KIDINS220. TeH KogupyeT 6enok D-KuHazdy, B3awu-
MOJEWNCTBYIOWMN C CYyOCTPaTOM C MONEKYNSPHOM Maccowm
220 k[a. 3T0T MembpaHHbIM 6eNoK-KapKac UrpaeT Kaw4e-
BYIO PO/ib B BbIXXMBaHWU HENPOHOB, YCTAHOB/IEHWW CUHan-
TUYECKUX CBA3EN M B3aMMOAENCTBUM aCTPOLMTOB C HENPO-
HaMW, CUHaNTUYECKOMN NNACTUYHOCTU, a TaKKe B aKTMBaLUK
M pa3sutun B- n T-knetok [11, 12]. B cBA3K ¢ pa3Hoobpa-
3MeM ponen atoro 6enka B AU epeHLNpPoBKE HENPOHOB
W CUrHaNbHbIX NYTAX NaTOreHHble BapuaHTbl reHa KIDINS220
BbI3bIBAIOT WUMPOKKIM CNEKTP HapPyLIEHU HEMPOPA3BUTHUS.

[eTepo3UroTHble Crnopaguyeckne BapuaHTbl reHa
KIDINS220, npuoasiuie K mameHeHuto C-KoHua 6enka,
OonucaHbl y NaLMEHTOB € MOMIHbIM M YaCTUYHbIM GEHOTUMNOM
cuHapoma SINO [10, 13]. AyTOCOMHO-AOMWHAHTHOE Hacie-
[oBaHue O6blN0 3a40KYMEHTMPOBAHO B CEMbE, B KOTOPOWM
y Matepu 1 ABYX €€ CbIHOBEW 0B6HAPYKWUIM NOMHbIN GEHOTMN
cuHapoma SINO [14]. Ewe oanH retepo3uroTHbIN MaToreH-
HbIK BapuaHT KIDINS220 onucaH B ceMbe C HEOC/TOXKHEHHOM
HCI1, koTopasi npeacTaBnseT cO60M KIMHUYECKU CaMbli ner-
K peHoTtun SINO [15]. [OMO3UTrOTHbIE NaTOreHHbIe BapuaH-
Tbl KIDINS220, yHacnegoBaHHble OT 340POBbIX pPOAUTENEN,
OonucaHbl KaK neTafbHble AN BHYTPUYTPOGHOro pebeHKa
B0 MU3-3a TAXKENOW nporpeccupyolen rugpouedanmm
[16, 17], nmb60 NO NpUYMHE BPOXKAEHHOro MopoKa cepaua
n petanbHoM BoAsSHKM [18]. Y BHYTPUYTPOOHbLIX AETEN TaKKe
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Background. Hereditary spastic paraplegia (HSP) is clinically and genetically heterogeneous group of neurodegenerative diseases. More
than 90 forms of NSP with autosomal dominant, autosomal recessive, X-linked and mitochondrial inheritance have been described.
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OonucaHbl KOHTPaKTypbl, 3aTparnMBatolwune BCe KOHEYHOCTW.
CoyeTaHune neTanbHOW LepebpanbHOM BEHTPUKYNIOMErannu
W apTporpumnosa nNpu roMO3MUroTHbIX NAaTOrEHHbIX BapuaHTax
reHa KIDINS220 nony4uno Ha3BaHWe «CUMHAPOM BEHTPUKYNO-
mMeranuu u aptporpunosa» (VENARG — ventriculomegaly and
arthrogryposis; OMIM #619501) [16]. Takxe ony6iMKoBaHO
onucaHne nauneHTKM ¢ KoMMnayHA-reTepo3nroTHbIM BapuaH-
TOM reHa KIDINS220 v GeHOTUMOM, MPOMEKYTOYHbIM MEXKIY
daTtanbHbIMK NpeHaTanbHbIMK CAyYassMU U reTePO3UTrOTHbI-
MKW nauneHtamu ¢ cuHapomoM SINO (Hanuune 3adepiKu
NMCMXOMOTOPHOI0 Pa3BUTHS, CNACTUYHOCTH, IKBUHOBAPYCHOM
YCTaHOBKMW CTOM, ABYCTOPOHHEW BeHTpuKynomeranuu) [19].
M.T. Bonati u coaBT. npeanaratT paccmaTpuBaTtb MOPO-
KW pa3BMUTUS TOMOBHOIO MO3ra, Bbl3BaHHblE€ MaTOreHHbIMM
BapuaHTamu reHa KIDINS220, yacTbto PEHOTUMUYECKOro
cneKktpa cuHapoma SINO, npoBoaa napannenb C NOPOKamu
npv TyGyNMHONATUSAX, YYUTbIBAs MEXaHU3M HapyLUEHUS B3an-
MOJENCTBMSA B HEMPOHA/bHbIX KIIETKax YKOPOYeHHoro 6enka
KIDINS220 ¢ Ty6ynnHaMmn 1 6enkamu, acCoLMnMpoBaHHbIMU
C MUKpoTpy6oyKamu [20].

B pyccKos3blYHOW nTepaType Mbl HE OGHaPYXUAN OMNuU-
caHusa 60nbHbIX ¢ cuHapomom SINO. Ony6aMKOBaAHO KAMHMK-
yeckoe HabnwgeHwe nauueHTa B Bo3pacte 1 roga 3 mec
C 3afepXKOoM pas3BUTUS U HOCWUTENbCTBOM BapuaHTa reHa
KIDINS220 ¢.3585+1G>A (p.?) ¢ HEW3BECTHbIM KIWHU-
YECKMM 3HayeHMemM B COYETAHUM C APYrMM ayTOCOMHO-
peLeccuBHbIM 3ab0feBaHMEM M YKa3aHMEM aBTOPOB Ha
HeobXx0AMMOCTb AanbHenwero obcnegoBaHus npobaHaa
M cembu [21].

B uenomMm MOXHO KOHCTaTMpoBaTb, YTO Yalie MNy6nnKy-
0T CNy4anm UMEHHO SIPKO BbIPaXKEHHbIX KIIMHUYECKUX GOopM
cuHgpoma SINO, 4yTO orpaHuyYyMBaeT Halle npeacTaBieHue
0 GEHOTUMUYECKOM cneKTpe 3aboneBaHua. M aTo nputom
YTO KIMHWYECKM «MSATKME» BapuaHTbl CMHAPOMA MOTYT ANK-
TeNbHOE BpeMS 0CTaBaTbCA HEANArHOCTMPOBaAHHbIMKU. Huxke
npeacTaBieHo onncaHMe Takoro cny4yas.

KITMHUYECKUM CTYYAH

O nauueHTe

Pogutenn geBoyku X., Bo3pacT 3 roga 5 mec, obpatu-
JIMCb B YaCTHYIO KAWHUKY Ha NPMEM K mneguatpy, KOTOpbIi
HanpaBWa NaLMeHTa Ha KOHCYNbTaLMIO K HEBPOMOTY B 3TOM
e KAuHuKe. lMpn obpalleHnn 3a MeauLMHCKOM NMOMOLLbIO
poauTenu NpeabsaBnanu }anobbl Ha HEYCTOMYMBOCTb MOXOA-
K1 pebeHKa, Nepuoanyeckyto ornopy Ha HOCOYKM Npu xoabbe,
Hecnoco6HOCTb MPONTH No 6opAatopy 6onee 2—3 Waros.

Peb6eHoK oT nepBon 6epeMeHHOCTH Y KeHwuHbl 30 net
nyTeM 3SKCcTpakopnopanbHoro onnogorsopeHus (KO +
WMHTpauuTONnasmMaTuyeckas MWHbeKUuMs crnepmaTo3ounaa,
nepsas nonbiTKa), NpoTeKkaBlen Ha GOoHe yrpo3bl Npepbl-
BaHUA 6epeMeHHOCTU Ha 5—-6-M Hed, TOKCMKO3a, OCTpOW
pecnupaTtopHor MHPeKumnn B 20 Hea C NOBLIWEHUEM TEM-
nepatypbl go 37,5 °C, UCTMWUKO-LIEpPBMKaNbHOW HepocTa-
TOYHOCTM C 22 Hed (B aHamMHe3e — KOHM3aLWSa LIENKH
MaTku no nosogy CIN3), HaNOKeHUS LWBOB Ha WENKy MaTKy,
KOPOHaBUPYCHOW MHDEKLMM NErKoro TeyeHusa B 25-26 Hep,
NoBbIWEHUSA apTepuanbHoro AaBneHns Ha 34-i Hed. Y3U-
CKPUHUHI BO Bpems 6epeMEHHOCTN — 6€e3 yNbTpa3BYKOBbIX
MapKepoB XPOMOCOMHbIX aHOManui u rpybbix BPOXKAEHHbIX
NOPOKOB pasButus. o KenaHuwo poauTenen npoBedeHa
HEeWHBa3WBHaa MpeHaTanbHas AMArHOCTUKa, PUCK PoXKAae-
HUSA pebeHKa ¢ Tpucomumen 21, 18, 13- XpOMOCOM, a TaKKe
C aHeynnIonanMsaMu NofoBbIX XPOMOCOM U MUKPOAENELIMOHHbI-
MK cuHapomamu — meHee 0,01%.

Poabl camocTosiTenbHble B 36 Hep 6 cyT. pu poxKaeHuu
Macca Tena — 3344 r, poctT — 51 cMm, OU€eHKa No LWKane
APGAR — 8/8 6annoB. B HeoHaTanbHOM Nepuoae pasBu-

nacb pu3nonornyecKas xentyxa, pebeHok nosnyyan ¢oTo-
Tepanuio. Ha 2-e cyT KM3HM OTMEYEHbl WMHAOYLMPOBAHHbIE
KNOHYCbl HWXXHUX KOHEYHOCTEM M Tena, nepeBefeHa nog
HabnogeHne B OTAE/IEHUE peaHuMaunnm U MHTEHCMBHOWM
Tepanuu. Mo gaHHbIM BMAE0-I3-MOHUTOPUHIA 3aperncTpu-
poBaHbl €AWHWYHbIE OCTPble BOMHbI, 6€3 TUMUYHON 3MU-
nenTMGOPMHOM aKTUBHOCTU. [10 AaHHbIM HEWPOCOHOrpa-
dum — 6e3 nartonormu. NpoTnBoaNUAENTUYECKasa Tepanus
He npoBoaunacb. BoinncaHa AOMOM Ha 8- CYT KU3HU.

HeoHaTanbHbIW, ayQUOCKPUHUHT U CKPUHWHI Ha BPOXK-
[EHHble MOPOKKM cepLa NPonaeHbI.

MpodunakTnyeckas BaKLUHaLMUA NPOBOAMNACH B CPOKM
1 06bemax, PeKOMEHA0BaHHbIX HaLMOHaNbHbIM KajeHAapeM.

Onepaunn, 4YepenHo-MO3roBble W WHble 3Ha4YMMble
TpaBMbl, TSXKeNble MHOEKLMOHHbIE 3a601EBaHUS POANUTENN
oTpuULaIOT.

B Bo3pacTte 1 roga pebeHOK nepeHec UHOEKLMIO MoYe-
BbIBOASILLMX MNyTeW, Bbi3BaHHytO Escherichia coli, nonyyan
aHTMGaKTepUanbHOe U CUMMNTOMATUYECKOE SlIe4eHne ¢ Noso-
XutenbHbiM addeKToM. Mpr Y3N noyeK 1 Mo4yeBoro ny3bips
CTPYKTYPHbIX M3MEHEeHWN He BbiSiBAeHO. B nocneayowem
OTMEeYannch peaKne ann304bl OCTPbIX PECMMPATOPHbIX UHPEK-
LUMA N MHDEKLIMOHHOIO racTpO3HTEPUTA NErKOro TeYEHUS.

MNMowna camocTosATeNbHO B 1 rog 2 Mec, pedb — cioBa
nocne 1 roga, ¢pazoBas pedyb — ¢ 2 net. locne Havyana
X0[b0Obl B CBA3U C €€ A/INTENbHON HEYCTOMYUBOCTbIO, MEpPUO-
[MYecKomn xoab60M Ha HOCOYKax HEOAHOKpPATHO obpallanmch
K HeBposioraM. McxoOHO yKa3aHHble Kanobbl pacLeHeHbl
KaK TPaH3UTOPHbIN GU3MONOrMYECKUM NaTTEPH XOAbObI.
[anee npu NoBTOPHbIX 06pPaALLEHUAX YCTaHaBINBaNUCh pas-
NIMYHblE AMArHo3bl: «ManonaTuyeckas xogbba Ha HOCKax»,
«CUHAPOM MUPaMUAHOW HEAOCTATOYHOCTU», «<HUXKHUIM BANbIN
napanapes», PEKOMEHJOBAHO NpoBefeHWEe AOMOMHWUTENb-
HOro o6cnefoBaHUs ANs MCKIOYEHWS HEPBHO-MbILLEYHOIO
3aboneBaHus.

OneKkTpoHenpommorpapusi CTUMyISILUMOHHAS HUXKHUX KO-
HeyHocTen (1 rog 9 Mec): NpU3HaKOB MopaxeHus nepude-
pUYECKOro HEMPOMOTOPHOIO annapaTta He BbISiBIEHO.

B 6unoxmmmnyeckom aHaamse Kposu (1 rog 11 mec): akTuB-
HOCTb KpeaTUH(OCPOKMHAa3bl, anaHMHaMUHOTPaHchepashl,
acnaptataMuMHoTpaHcdepasbl, NaKTataernaporeHasbl, KOH-
LeHTpaumns ButammHa D cooTBETCTBOBANM HOPMANbHbIM
3Ha4YeHuaM.

PeHTreHorpagpuns tazobegpeHHbIX cycTtaBoB (2 roga
4 mMec): NaToNorMm He BbISIBJIEHO.

[leBo4yKa HanpaBfeHa Ha KOHCy/NbTaLWIO TFeHeTuKa,
rAe PEeKOMEHAOBaHbl MpPOBefEeHWE MarHUTHO-pPe30HaHC-
Hon Tomorpadun (MPT) ronoBHOro Mo3ra M KIMHUYECKOe
CeKBeHupoBaHue ak3omMa. OT npoBegeHus MPT ronosHoro
MO3ra poauTenn oTKal3aniucCb M3-3a HeO6XOOAMMOCTU O6LLEN
aHecTesuu.

KnuHnyeckoe uccnegoBaHne ak3oma (2 roga 7 Mec):
O6GHapy)KeH paHee He OMWCaHHbIM BEPOSATHO-MATOreHHbIN
BapuaHT chr2:8730980T>TC (¢c.5055dupG; p.Asn1686fs)
reHa KIDINS220 B retepo3nrotHon ¢dopme. BapmnaHT oTcyT-
CTBYET B nonynsiuMoHHon 6a3e aaHHbix (EXAC, GNOMAD,
GENOMED) v npuBOAWT K CABWUIY PaMKK CYUTbIBAHMUS.
MaToreHHble reTepo3uroTHble BapuaHTbl reHa KIDINS220
accouMupoBaHbl CO CMacTUMYECKOW napannernen ¢ uHTten-
NEKTyalbHbIM HapyLUEHWEM, HUCTarMOM W OXKMPEHWUEM (CHH-
apom SINO; OMIM #617296). lNaToreHHble GuannenbHble
BapuaHTbl — C BEHTPUKyIOMEraanMen ¢ apTPorpunosom
(OMIM #619501). Kpome TOro, o6Hapy*eH MaToreHHbIN
BapuaHT chrl17:43057062T>TG (c.5266dupC; p.GIn1756fs)
reHa BRCA1 (OMIM #604370) B retrepo3vrotHon ¢opme,
aCCOLMMPOBAHHbIN C MOBbIWEHHLIM PUCKOM Pa3BUTUSA paKa
MOJIOYHOW enesbl U/WAKW SUYHUKOB, a TaKKe MnomKeny-
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[OYHOM enesbl. YYnTbiBas, YTO Ha MOMEHT UCCNeaOoBaHUs
$eHOTMN MaLMEeHTKM He MOMHOCTbIO COOTBETCTBOBAs OMM-
caHuto cuHapoma SINO (OTCyTCTBME HUCTArmMa, OXWMPEeHUs,
WHTENNEKTYaNbHON HELOCTATOYHOCTH), KOHCYIbTUPOBABLIMM
BPaYyoOM-reHETUKOM BblCKa3aHO MPeanosioxKeHne, 4To «aaH-
Hbl BapuaHT ABASETCH NaTOreHHbIM B OTHOLEHWM peLiec-
CUBHOM GOPMbI U MPU OTCYTCTBMM NATOrEHHOr0 BapuaHTa BO
BTOPOM KOMWKU reHa He MOXKET Bbl3biBaTb ONMUCAHHbIN GEHO-
TMM». PEKOMEHA0BAHO YTOYHEHMUE MPOUCXOXKAEHUSA OBHapy-
YEeHHOoro BapuaHTta reHa KIDINS220. OgHaKo AONONHUTENb-
HbIX 06CNeA0BaHNIM M BMeLWaTeNbCTB NO NOBOAY HapyLleHUM
NOXOAKN NPOBEAEHO He BblNo.

9xokapanorpagus (2 roga 4 Mec): KOpoHapHo-nerovyHas
ducTyna. Paamepsbl nonocten cepaua, nokasatenm CUCTONU-
YyecKomn GYHKLUK TIEBOTO XeyaoyKa 1 AaBneHus B IErO4YHON
apTepuu B npegenax HopMbl. KnanmaHHbiM annapat 6e3
BUAMMbBIX U3SMEHEHUN.

B Bo3spacte 2,5 net — ¢dyHKLUMOHaNbHbIE 3aMopbl, CUM-
nToOMaTU4yeCcKoe nevyeHue cnabuTenbHbIMKM NpenapaTtamu
C NONOXUTENbHLIM 3PDEKTOM.

B Bo3pacte 3 netr Ha ¢oHe OCTpor pecnupaTtopHOM
MHEKUMM BnepBble BbiiBAEeHa npoTenHypus go 0,5 r/n.
MpU KOHTPONLHOM MCCNeLOBaHWW MOCAe BbI3AOPOBAEHUS
B 06OLIEM aHanM3e MOYM KOHUeHTpauusa 6enka 0,24 r/n.
Mpn Y3M novyek U MOYeBOro ny3blps onpeaeneHbl Mnpu-
3HaKW HE3HAYUTENbHOrO YBENUYEHUS A/IMHbI IEBON MOYKH,
npM3HakM A06aBOYHOM MOYEYHOW apTEepPUM NEBON MOYKMW.
lMpoBeneHa KoHcynbTauusa Hedposnora, peKoMeHAoBaHO
onpegeneHne KoHLEHTpaLumM MMUKpoanibbyMUHa B pa30oBoM
nopumMmM moyu. PesynbtaT B HOpME, PEKOMEHAOBAHO AWHA-
MUYeCcKoe HaboaeHne Yepes rog.

B Bo3pacTe 3 neT 2 mec 06paTuiv BHUMaHWE Ha Hanmiune
06pa3oBaHNsa CMMHKK Hoca. lNpu KoOMMNbOTEPHOW TOMOrpa-
du1K KOCTEN HOCa BbISIBNIEH KOCTHbIW CBUL, 6€3 HarHoeHMus.
KoHcynbTMpoBaHa 4etoCTHO-MULEBBLIM XMPYProm. MpUHATO
pelleHune, 4To onepaTMBHOE e4YeHNE MOXKET ObITb OT/IOKEHO
0o nyéepTaTtHOro Bo3pacTa.

B Bospacte 3 net 3 Mec KOHCyNbTUpOBaHa 3HAOKPU-
HOMOrOM MO noBody M3onMpoBaHHOro Tenapxe. Mpu Y3U
OpraHoB Masioro Tasa CTPYKTYPHbIX UBMEHEHWUIH Ha MOMEHT
OCMOTpa He BbisSiBAeHO. Mpu uccnegoBaHuM NOAOBbLIX FOp-
MOHOB — 6€3 OTK/IOHEHWMK OT HOPMasbHbIX BO3PaCTHbIX
3HayeHun. PeKomeHaoBaHO HabnogeHWe 3HAOKPUHoora
Kaxkable 3—6 mec.

CemeliHbIiH aHaMHe3. PoauTtenu pebeHKa B poacTBe
He COCTOAT. Y 0TUa M AedylK/ No OTLOBCKOW JIMHUKM MOYe-
KamMeHHasi 60ne3Hb. Y ABOKOPOAHOro 6paTta Mo OTLLOBCKOM
JINHUKU HapyleHne xoAbbbl (CBA3bIBaIM C aCUMMETPUYHbLIM
POCTOM KOHEYHOoCTeN). Y MaMbl B AE€TCTBE OTMEYanochb npu-
BeAeHWe nepeaHnx oTAenoB cTon. Jpyrux HapyLlweHuin noxoa-
KW, 3a[€PKKN Pa3BUTHS, MHbIX HAacneaCcTBEHHbIX 3a6oneBa-
HWW, CO C/IOB MaMmbl, He 6bIn0. Y 6abyLIKM MO MaTEPUHCKOM
JIMHUK paK MaTKK, y npababyliKku NO OTLOBCKOW IMHUKN —
paK MOJIOYHOM XKenesbl.

dusukanbHaa gMarHocTMKa

Ha momeHT ocmoTpa: poct — 108 cMm (z-score: 1,59; nep-
ueHTunb: 94,4), macca Tena — 18 Kr (z-score: 1,00; nepueH-
Tunb: 84,1), COOTHOLEHME MacChbl Tefla K pOCTy — Z-Score:
0,25; nepueHTUab: 59,9. TenocnoxeHne nponopLmnoHasb-
Hoe. OTMeYvalTC MUHUManbHble PEHOTUNMYECKUE OCOBEH-
HOCTU: BbICOKWUI 106, MOMHbIE LEKW, AJIMHHAs CriaxeHHas
nepeHocuua, y3kas BepxHas ryba.

HeBponorn4eckui cratyc
Pe6eHoK B CO3HaHWKU, 0OLLEMO3rOBOM U MEHUHIEaNbHOM
CUMNTOMATUKM Ha MOMEHT OCMOTpa HeT. [lJobpoxKenartenbHa,

MHULMUPYET KOHTAKT, COBMECTHYIO AeATeNbHOCTb. IMO-
LMOHaNbHa, apTUCTUYHA, MEPUOLMYECKU AEMOHCTPUPYET
SIPKME MPOTECTHbIE peaKLMK Npu Hecornacuu ¢ npocbba-
MU MaMbl WKW HEXENaHUKU BbINOAHATb MHCTPYKLMKM Bpaya.
O6pallueHHyl0 pedb MOHMMaeT Mo BO3pPacTy, WUHCTPYKLMIO
M3 HECKOJNIbKUX 3TanoB BbINoJHAET. Urpa cloxeTHasa. Peyb
dpasoBas, pasBepHyTas. Camoo6CNyKMBaHWE W HaBbIKK
ONpPSATHOCTU MO BO3pacTy.

[nasuble wenun OD = OS. B3rnsga Ha wurpywke GUKcu-
pyeT OTYETNIMBO, NPOCAEXMBAET BO BCEX HaMNpaBAEHUSX,
OBWXKEHUS rnasHbiX 96/10K HE OrpaHWYeHbl, HACTarma HeT.
3paykn CUMMETPUYHbIE, NPSIMas U COAPYKECTBEHHAs peak-
LMW Ha CBET He M3MEHEHbl. TpUreMnHanbHble TOYKK 6e3-
6051€3HEHHbIE. JINLIO CUMMETPUYHOE B MOKOE U NPU Harpys-
Ke. MnoTHy0 nuuly XyeT. PyHKLUMOHaNbHbIe NPoGkl (HaayTb
LWEKK, OCKaNUTb 3y6bl, 3aXXMypUTbCH) BbIMNOMHAET CUMMET-
pUYHO, yaoBneTBopuUTebHO. O6paLLEHHYIO peydb, FPOMKUE
3BYKM CAbIWMKWT. [NOTaHWe He 3aTpyaHEHO. A3bIK N0 cpeaHen
JIMHUK B NONOCTU pTa, GUbpPUNNALMIA HET. TpaneuneBunaHble
W TPYAUHO-KIOYUYHO-COCLIEBUAHDBIE MblIWLbl CUMMETPUY-
Hble, MOBOPOTbLI FOMOBLI U LWEW B NOSTHOM 06beme.

[OBuratenbHaa codepa: XoAUT CaMOCTOATENIbHO, ymeeT
6eraTb, npbiratb. Mpu xoab6e NEpPBUYHBLIN KOHTAKT nepea-
HUMW OTAENaMu CTON, NEPUOAMYECKM — MUHMMaNbHas BHYT-
peHHaa poTaums 6eaep. MoXeT X0AWUTb Ha MATKax, HOCKax.
MpucepaeT He Bcerga rnyboKo, BCTAET € Nofa U U3 npucea
6e3 [J0MNOJIHUTENbHOW Onopbl. [1aToNnorMyecKkmnx yCcTaHoBOK,
GUKCUPOBAHHbIX KOHTPaKTYp MpW BHEWHEM OCMOTpPE He
oTMevaetcs (puc. 1). lpu naccMBHOM TECTUPOBAHUM —
orpaHu4yeHune TbiIbHOro crMbaHus B rOIEHOCTOMHbIX CycTa-
Bax Ao 85-90°. MbllWeYHbl TOHYC MOBbLIWEH MO cracTuye-
CKOMY TNy B TOHKMX MbllLax o6ounx 6egep Ao 1+ 6anna
no MoAMOUUMPOBAHHOW LWIKane 3WBOpTa, B MKPOHOMHbIX
MblWLax — Ao 2 6annoB. MblleyHass cuna coxpaHeHa,
CUMMeETpUYHA. CyXoXunbHble pednieKChbl C PYK XXUBbIE, CUM-
METPUYHbIE, C HOr MOBbIWEHbI, C pacwunpeHnem pednek-
COrEHHbIX 30H, €4MHWYHbIMW KJIOHycamu cTon. bplowHblie
pedneKkcol Kusble. NonoxutenbHbln pednekc babuHcKoro
c 06eux cton, D = S. [MNnepkMHe30B, AUCTOHUYECKMX YCTaHO-
BOK HeT. YyBCTBUTENbHOCTb COXpaHeHa. Ta3oBble PyHKLMM:

Puc. 1. BHelwHn B1A AEBOYKM X. NPU 06paLLEHMUMN K HEBPONOTY
(Bo3pacT 3 roga 5 mec)

Fig. 1. General appearance of girl Kh. at admission to neurologist
(at the age of 3 years 5 months)

McToyHukK: Knoykosa O.A. 1 coaBT., 2025.
Source: Klochkova 0.A. et al., 2025.



nepudepmnyeckne He HapylleHbl, LEeHTpasbHbIi KOHTPO/b
chopmupoBaH. lpn ocMoOTpe MNOSICHUYHOM WM KPEecTLoBOM
obnactn — 6e3 NaTtoNIorM4eCcKUX U3MEHEHNN.

MpepBapUTenbHbIA AUArHO3

YyuTbiBasg Kanobbl Ha COXPaHAKWMECH HapyLlleHus
NOXoAKW (HEeycToM4YMBOCTb, Nepuoanyeckas xoabba Ha
HOCKax), AaHHble HEBPOIOMMYECKOro OCMOTPa (HUXHUK cna-
CTUYECKMIM napanapes), pe3ysbraTbl reHeTU4ecKoro obcneao-
BaHWSA (BEPOSATHO-MATOreHHbIn BapuaHt chr2:8730980T>TC
(c.5055dupG; p.Asn1686fs) reHa KIDINS220 B reteposu-
rotHoM @opme), yCTaHOBNEH MNpeaBapuTeNbHbIA AWMArHO3:
«HacneacTBeHHas cnactMyeckas napannerus».

AnHamuKa u ucxopabl
YyuTbiBas gaHHble 0 ponu reHa KIDINS220 B HEMPOOHTO-
reHese, 415 WCKIOYEHUS NOPOKOB Pa3BUTUS LiEHTPaNbHOM
HEPBHOWM CUCTEMBbI, @ TaKe BO3MOMXHbIX HEMPOIHAOKPUH-
HbIX onyxonew (NpMHMMas BO BHWMaHWE COMyTCTBYlOLME
»anobbl, HabaAEHNe 3HOOKPUHONOIOM) PEKOMEHA0BaHO
nposeaeHne MPT ronoBHOMO U CNMHHOIo Moara. o pesynb-
Tatam MPT (3 roga 8 mec):
®  CMMHHOM MO3r — 6€3 NaTo/IorM4YeCKUX USMEHEHWN;
® [0/I0BHOHM MO3r — BbISIBieHa NEepUKONe3Has nuMnoma,
cTentowascs no Hapy>KHOM NOBEPXHOCTH Kopnyca W Bau-
Ka MO30/IMCTOro Tena, MaKCUManbHOW TOMLWMHOW MNoA
Ba/IMKOM MO30/IUCTOro Tefa A0 3 MM, B HaYallbHbIX OTAe-
Nlax Ha ypoBHe cTBofla — oT 1 MM. Camo MO30/M1CTOE TeNo
OMCNNACTUYECKM YKOPOYEHO B CTBOJIE, BaNIMK CraaKeH
(pnc. 2A). EAMHUYHBIA NTMNOMATO3HbIN pparmMeHT 3 MM
B nonepeyHnKke B 067acCTM crawnKu, napacarutrajibHO
cnpaBa Ha ypoBHE BEPXHUX OTAEN0B NMPaBOro 3pUTENbHO-
ro 6yrpa (puc. 2b). MMHaanuHbl MO3Ke4Ka norpaHnYHoro
NONOXEHUS B 60MbWOM 3aTbI/IOYHOM OTBEPCTUM. MHbIX
[AOCTOBEPHbIX MATONOMMYECKMUX USMEHEHWI HE BbISIBAEHO.

Puc. 2. MPT ronoBHoro mosra naumeHTku X., Bo3pact 3 roga 8 mec
Fig. 2. Brain MRI of girl Kh., 3 years 8 months old

ans YTOYHEHUS NMPOUCXOKAEHUS BapuaHTa
chr2:8730980T>TC (c.5055dupG; p.Asn1686fs) reHa
KIDINS220 pekomeHOoBaHa Banugauus BbISBAEHHOMO
BapuaHTa y pebeHKka v poautenewn. lpu BaavgaLmn Bapu-
aHta (CeHrep-Tpno) B Bo3pacte 3 net 10 mec ob6Hapyxe-
Ha HyKkneoTnaHasa 3ameHa chr2:8730980T>TC y npobaHaa
B retepo3uroTHOM COCTOSIHWMK, Y MaTepu W oTua He ob6Ha-
pyxeHa. TakuMm o06pa3oMm, MO COBOKYMHOCTU KIMHUYECKUX
WU MHCTPYMEHTaNbHbIX AAHHbIX, PE3yNbTaTOB reHETUYECKOro
obcnefoBaHnsa pebeHKa M POAHbIX YCTAaHOBNEH OKOHYa-
TeNbHbIM AnarHo3: «HacneacTBeHHas cnacTMyeckas napa-
nneruns +, ayToCOMHo-goMnHaHTHasa (OMIM #617296), noa-
TBEPXKAEHHAs MONEKYNSAPHO-TEHETUYECKN (FETEPO3UTOTHbIN
BapuaHT chr2:8730980 T>TC (c.5055dupG; p.Asn1686fs)
B reHe KIDINS220). lNMepuKonnesHasa nunoma, gucnnacrnye-
CKO€e CTPOEeHWe MO30/IMCTOro Tena.

JleyeHune

[eBoyKa KOHCYNbTMpOBaHa HEMPOXMPYPIroM, NMOKa3aHWM
A4Ns onepaTMBHOrO BMeLLaTeNbCTBa No NoBOAY NEPUKONNEes-
HOW IMMOMbl HA MOMEHT OCMOTpPa HET.

YuuTbiBas, YTO B HacTosILLlee BPeMS He CyLecTBYeT cre-
LUMDUYECKMX METOAOB Nle4eHNs, U3MeHSLWMX TedeHmne HCI
B LIE/IOM M COCTOSIHMK M3 deHoTunnyeckoro cnektpa SINO
B 4aCTHOCTM, NaLMeHTKe O6bl0 PEKOMEHJO0BAHO CUMMTO-
MaTu4ecKoe NevyeHune. Ha TeKylem atane ¢ y4eToM Umeto-
LMXCHA KIIMHMYECKUX NPOSIBAEHWMI MOKa3aHO MPOAOIKEHME
ABuUratenibHon peabunutaumm n GuUsnoTepanuu ¢ akueHTom
Ha CHWXXEHWe MaToN0rMyYecKoro ToHyca B MbllULAx HOT, yayy-
leHne naTrepHa xoAbObl, KOOpAMHaAUMKU W NPOPUNAKTUKY
BTOPUYHbIX OpTONeanMyecknx aepopmaunin. TakkKe ¢ uenbto
npodunakTMKM MPoOrpeccupoBaHns 3KBUHYCHOW YCTaHOB-
KW CTOM PEeKOMEHAO0BaHO HolleHne opToneanvyeckon obyBu
¢ OMKcauMen rofieHoCToNoB, MCMNoNAb30BaHME TyTOPOB Ha
rONIEHOCTOMHbIE CyCTaBbl Ha HOYb.

lMpnmeyvanmne. B pexxume T1 Ha caruTTanbHOM cpese (A) BUAHaA NepuKoniesHas aMnomMa, BbiCTUaaloLWwas HapyHyo NOBEPXHOCTbL Kopnyca
1 BaslMKa MO30/IMCTOro Tena (o6o3HavyeHa cTpenkamu). Mo3onuctoe Teno gMcnaacTuyeckoro ctpoeHns. Ha akcuansHom cpese (b) BuaeH
€AMHUYHbIV IMNOMaTO3HbIN pparMeHT Ha YPOBHE BEPXHUX OTAEN0B NPaBOro 3puTeNibHOro 6yrpa.

McTouHuK: KnoykoBa O.A. 1 coaBT., 2025.

Note. T1 mode, sagittal plane: pericallosal lipoma is visible (A), lining outer surface of corpus callosum (indicated by arrows). Corpus callosum
has dysplastic structure. Axial plane (B): isolated lipomatous fragment is visible at the level of upper parts of right optic thalamus.

Source: Klochkova O.A. et al., 2025.
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MporHos

CoyeTaHHbIV XapaKTep CUMMMNTOMOB, 3aTparvBatloLinx
pasnun4yHble CUCTEMbI OpraHoB, TpebyeT [ajbHenwero
HabMoAEHNA MaLUMEHTKM MEXAMCLMNIMHAPHOW KOMaHAowm
cneumManucToB, BKOYalLWeEN Kak MWHUMMYM neguaTpa,
HeBposiora, opTonega, peabunuTonora 1 3HAOKpUHoNora.

YyuTbiBas OMUCaHHYlD B AUTeEpaType pPojb MaToOreHHbIX
BapuaHTOB reHa KIDINS220 B 0CO6EHHOCTAX HEMpOpa3BU-
TMS M pas3nnyHbIX NoBeAeHYEeCKUX deHOoTUNax (3agepiKa
NCUXopevyeBOro pa3BuTUS, HapyLEHNUS 3PUTENBHOIO KOHTaK-
Ta, TpeBora u ap.) [22, 23], Heob6xoanMma perynsapHas oLueHKa
YPOBHS MCUXOPEYEBOro pa3BuUTUs pebeHKa, a TakKe 0CO6eH-
HOCTEMN NCUX03IMOLIMOHANbHOM Chepbl.

YyuTtbiBag NpPOrpeccupylownin xapakrep 3aboneBaHus
N BEPOSATHOCTb AafibHENWEr0 HAapacTaHWs MbIEYHOIO TOHY-
ca, optoneauMyeckux gedopmauni, B NepcrnexktuBe MoryTt
noTpe6oBaTbCs AOMNOHUTENbHbIE METOAbI TEYEHMSA CNAaCTUY-
HOCTU — MPOBEAEHUE UHBEKLMI BOTYIMHUYECKOrO TOKCUHA
TMna A, MCNoSib30BaHWE MepopasbHbiX MUOPENaKCaHTOB,
Ha3Ha4yeHWe [OOMOMHUTENbHbIX OPTOMEAUYECKUX W3OeNnun
(annapatoB Ans XoA4bObl Ha rOEHOCTOMHbIE CYCTaBbl, TYTOPOB
Ha KONEeHHble CycTaBbl Ha BPEMS MOKOS), BO3MOXHO — Mpo-
BeAEHNEe XUPYPruyecKnx OpToneamyecKMx BMellaTenbCTB
npyu CTOMKKUX Aedopmaumsx.

BbIiBIEHHbIM COMYTCTBYIOWMIA MNaTOr€HHbIM BapuaHT
reHa BRCA1, a TakXe OTAroweHHbIM ceMenHbIM aHaMHe3 No
OHKONIOrM4YeCKMM 3ab0/1eBaHUSAM acCOLMUPOBaHbI C BbICO-

KMM PUCKOM Pa3BUTUS paKa MOJIOYHOW Xene3bl, AUYHUKOB,
NoAXKeNyao4YHOM }enesbl, YTO TpebyeT perynsapHoro OHKOMO-
rTMYECKOr0 CKPUHUHTA.

YuuTbiBas gaHHble Y3U cepaua v noyek, Hannyme caumuia
KOCTEN CMWHKM HOCa, a TaKXe M30/IMPOBaHHOro Tenapxe,
C cemben 6blla 06CyKaeHa BO3MOXHOCTb U Lienecoobpas-
HOCTb MNPOBEAEHUA AOMONHUTENbHOrO 06CNefoBaHUA —
XPOMOCOMHOI0O MWUKPOMATPUYHOrO aHanuM3a Ans UCKItoYe-
HWS COMYTCTBYIOLLEN XPOMOCOMHOM NaTonormu.

BpemeHHasn wKana
OnucaHue pasBUTUS CUMNTOMOB M AMArHOCTUKK 3abone-
BaHWS NpeacTtaBieHo Ha puc. 3.

OBCYXAEHME

[MpeacTaBNeHHbIM  KIMHUYECKMW Ccnyd4am sBAseTcCH,
HACKO/IbKO Ham M3BECTHO, NMEPBbLIM OMUCAHWEM CUMHAPOMA
SINO B pyccKosisbl4HOWM nuTepatype. OcobeHHOCTb npea-
CTaB/IIEMOr0 HaMK clydyas 3aKnto4yaeTcs B CPaBHWUTENbHO
MSAFKOM Te4YeHUU 3aboneBaHnst U HEMOMHOM COOTBETCTBUM
Knaccuyeckomy deHotuny (OMIM #617296). U3 nmeto-
LWMXCS XapaKTEepHbIX MPOABAEHWUNA CUHAPOMA Ha MOMEHT
06palleHuns y NaLMeHTKM OTMEeYanuChb TOSIbKO NPOSBNEHUS
HWXXHEro cnacTMYecKoro napanapes3a 6e3 Halauyus npu-
3HAKOB OMMPEHWUS, HUCTArMa W WHTENNEKTyanbHOW Hego-
CTaTO4YHOCTW. B €cBA3K C 3TUM Aaxke nocne obHapyxeHus
B pe3y/nbTaTe CEKBEHMPOBAHMS 39K30Ma MaTOreHHOro Bapw-

Puc. 3. lMauuneHTka X.: XpOHO0rnsa pa3Butus 601e3HU, KtoYeBble COObITUS

Fig. 3. Patient Kh.: disease chronology, key events

IHMT HIKHAX PeHTreHorpagus O6palleHne Ha KOHCYbTaLmio
KOHEYHOCTEH: Ta306efpeHHbIX HeBpoJsiora, foo6cnefoBaHue
’ CyCTaBOB:
npv3HaKkoB
6€e3 naTonoruu.
nopaxeHus KoHcynbTaLms Banupgauus BapuaHTa B reHe
nepvwd:epwqecxoro reneTuKa, 3nu3on W301MpoBaHHoe KIDINSZﬁ(g'gy;ggg;mgTHa?c
o nnapara | | Perowesaosaro | | mpoTeMypun renape, S oGrapyena y npoSariaa
P CeKBEHNPOBaHME B OAM 10 0,51/n | | nooGeneaosaHue Py y npobaHA
He BbISIBIEHO SK3OME Ha boHe OPBU 3HIAOKPHHONOTOM B reTepo3MroTHOM COCTOSIHUM,
y MaTepu v oTua He oGHapyeHa

1roa 1 roa 1 roa 2 roga 2 roga 3rona 3ropa 3ropa 3roaa 3ropa
2 mec 9 mec 11 mec 4 mec 7 mec & 3 mec 5 mec 8 mec 10 mec

Mowna B/x KpoBu: KnuHuyeckoe cekBeHUpoBaHue
CaMOCTOSITENbHO, ypoBHU KPK, 3K30Ma: OGHApPYKEH paHee He
HeycTon4YunBO, ANT, ACT, nAr, OMUCaHHbIM BEPOATHO-NATOrEHHbLIN
nepuoan4ecKu BUTamuHa D BapuaHT chr2:8730980T>TC
Ha HOCOYKax. COOTBETCTBYIOT (c.5055dupG; p.Asn1686fs) B reHe
Ha6ntogeHne HOpMasibHbIM KIDINS220 B reTepO3uroTHom
HeBposora 3HaYeHnsam dopme. NoBTOpHAs KOHCYNbTaLMA
reHetTnka. PekomeHgoBaHa
Ba/naaLus BbIIBNEHHOIO BapuaHTa

MPT cnuHHOro mo3sra:
6e3 natonoruu;
MPT ronosHoro

Mo3ra: nepukonnesHas

nunoma.
KoHcynbTpoBaHa
HENpPOXMpPYyprom,
noKasaHum
K onepaTtuBHOMY
NleYEHUIO HEeT

YcTaHOBNEH AnarHo3s:
«HacnepgctBeHHas cnactuyeckas
napannerus +, ayToCoOMHo-
nomuHaHTHas (OMIM #617296),
NnoATBEPKAEHHas
MONEKYNAPHO-TEHETUYECKM.
MepukonnesHasa nunoma,
aucnnactmyeckoe CTpoeHne
MO30511McTOoro Tenar. HazHavyeHo
cMMNTOMaTUYecKoe feyeHne

lMpumevanne. IHMIT — anekTpoHerpomuorpadus; 6,/X KPOBUM — BUOXMMUYECKUIA aHann3 KpoBKU; KOK — KpeaTuHdOChOKMHA3a;

AJIT — anaHnHamuHoTpaHchepasa; ACT — acnaptataMuHoTpaHchepasa; JIAI — naktatgermaporeHasa; MPT — MarHUTHO-pe30HaHCHas
Tomorpadums; OAM — o61wwmi aHann3 moyun; OPBUN — ocTpoe pecnupatopHoe BuMpycHoe 3aboneBaHne; OMIM — Online Mendelian
Inheritance in Man (oHnanH-6a3a AaHHbIX O FreHax YeNnoBeKa U reHeTUYeCKUX 3aboneBaHumsx).
Note. ENMG (3HMT) — electroneuromyography; BBT (6/x kpoBu) — biochemical blood test; CPK (KPK) — creatine phosphokinase;

ALT (ANT) — alanine aminotransferase; AST (ACT) — aspartate aminotransferase; LDH (JIAI') — lactate dehydrogenase; MRI (MPT) —
magnetic resonance imaging; CUT (OAM) — common urine test; ARVI (OPBU) — acute respiratory viral infection; OMIM — Online Mendelian

Inheritance in Man.




aHTta chr2:8730980T>TC (¢.5055dupG; p.Asn1686fs) reHa
KIDINS220 B retepo3urotHorn ¢popme AuMarHos Hacnega-
CTBEHHOWM cnacTMYecKoW napaniernn B pamKax cuHapoma
SINO BbI3blBan COMHEHWUS Y CMEUMannCTOB U yaeprKuBan
CceMblo OT NpoBeaeHns 6onee yrnybneHHblx o6¢cneqoBaHnm.
BmecTe ¢ TeM, HECMOTPS Ha OTCYTCTBME Y NALMEHTKM XapaK-
TEPHOro ANA CUMHAPOMAa OXKMPEHUS Ha MOMEHT yCTaHoBIe-
HWS AMarHo3a, ee NoKasaTesM Macchl Tefla U pocTa COOTBET-
CTBOBaNM BEPXHWM BO3PACTHbIM 3HAYeHMAM (NEepPLEHTUIM
84,1 n 94,4 coOTBETCTBEHHO), a Macca Tena Npu POXKAEHUK
6blla BbICOKOM ANsl CpOKa rectaunn. Ha Haw B3rnasg, ato
TaKXe MOET OblTb BApMaHTOM MposBAeHUs GeHoTUna CuH-
ApoMa U He UCKIoHYaeT GOPMMUPOBAHUSA 3BLITOYHON MaccChl
Tena ¢ BO3pacTom.

AHanu3 nuTepaTypbl NOKasas, YTo Haln4Me NaToreHHbIX
BapuaHToB reHa KIDINS220 moxeT npuBoAnTb K GOpMU-
pOBaHUIO HeocnoXHeHHbIX ¢opm HCI [15] u BapunaHTOB
C YacTu4HbIM deHoTMnom cuHapoma SINO — ans retepo-
3UIOTHbIX cnopaauyeckux BapuaHToB [10, 13], 4TO COOT-
BETCTBYET OMNUCbiIBaeMoOMy Hamu cnydat. Kpome Toro,
BbisiBieHHble Ha MPT rosoBHOro moara nepukonnesHas
nMnomMa M NMNOMAaTO3HbIM Y3eNn YKNaAblBalOTCS B KOH-
uenuunto M.T. Bonati 1 coaBT., KOTOpble npeanarany pac-
cMmaTpuMBaTb MOPOKM Pa3BMUTUS TONOBHOrO MO3ra, acco-
LUMMpOBaHHble C BapuaHTamu reHa KIDINS220, 4acTbio
deHoTMnmyeckoro cnektpa cuHagpoma SINO, yyuTbiBas
y4yactue TpaHcMmeMbpaHHoro 6enka KIDINS220 B BbiXKuK-
BaeMoCTn U andpPpepeHLMpPoOBKE HEMPOHOB M CUHaANTUYe-
cKon nnactuyHoctv [20]. AHOManuM MO30/INCTOrO Tena
B COYETAHUM C MUENMHONATUEN U AUCMNA3NEN 3PUTENbHbIX
HEpPBOB paHee Oblin OnUCaHbl Yy 3-eTHEN KUTaNCKOM
[eBOYKM ¢ cuHapomom SINO [13].

B oTeyecTBeHHbIX MNy6AMKaLMSX HaMWU HaWAeHO NUllb
OHO OMWCaHMe KIIMHMYECKOro ciyyas pebGeHKa B Bo3pacTe
1 roga 3 Mec ¢ 3aePXKKON pa3BUTUSA U HOCUTENTbCTBOM Bapu-
aHTa reHa KIDINS220 ¢.3585+1G>A (p.?) ¢ HEN3BECTHbIM
KIMHWYECKUM 3HAYEHWEM B COYETAHWM C BapuaHTOM B reHe
CA2 ¢.275A>C (p.GIn92Pro), accounMmMpoBaHHOM C ayTo-
COMHO-PELIECCMBHbIM OCTEOMETPO30M ThMa 3 C MOYEYHbIM
KaHanbueBbiM auuaosom [21]. MNepeKkpbiBalowmmncs GeHo-
TUN ABYX CUHAPOMOB M OTCYTCTBME [JaHHbIX O HacNeA0BaHUK
B CEMbe He MO03BOAMAM aBTOopaM caenatb OAHO3HayHble
BbIBOAbl O MATOMEHHOCTU BbISBAEHHbLIX BApUaAHTOB M POM
KaXKgoro u3 HWx B dopmMupoBaHuMM deHoTMna pebeHKa.
Tem He mMeHee, jaHHas Ny6NMKauuMa NpeacTaBfseT, Ha Hall
B3NS4, OTAENbHbIA MHTEPEC B CBA3M C MasibiM BO3PacToM
naumMeHTa U noTeHuManbHOW BO3MOXHOCTbIO AaslbHENLLIErO
NPOSIBAEHUS APYTMX CMMMTOMOB, HanmpuMMep CnacTUYecKon
napaniernn uanm HUCTarma, xapakTepHblX 418 KnacCu4ecKo-
ro ¢eHotuna cuHgpoma SINO.

B onvcaHHOM Hamu ciy4ae Mbl TaKXKe He WCKAYva-
€M BO3MOXHOCTM MPUCOEANHEHUS APYrMX TUMWUYHbLIX CUM-
NTOMOB C BO3pPacTOM, HaMpuMep OXWUPEHWS, Y4YUTbiBas
MMEIOLLMECH BbICOKME aHTPOMOMETPUYECKME MOKa3aTenu
nauneHTkn. TeM He MeHee, B HacTosillee BPeMS y Hac
HeJOCTaTOYHO [aHHbIX, YTO6bl yTBEPKAaTb 06 accouuauuu
CMHAPOMA W APYrMX COMyTCTBYIOLWMX CMMMNTOMOB: NOPOKa
pasBUTUS — CBULLA KOCTEM CMUHKKM HOCa WU M30MPO-
BaHHOMO Tenapxe, HO Mbl HE WCK/IOYaeM TaKOW BO3MOX-
HOCTH, Y4UTbIBasi HaKOMJEHWEe AaHHbIX 06 y4yacTun Genka
KIDINS220 B pasfinyHbIX CUrHasbHbIX MNYTAX HE TONIbKO
B HEPBHOW, HO U B CEPAEYHO-COCYANCTON, UMMYHHOM CUCTE-
Max, PerynsiumMm KneTo4yHbIX NpoLEeccoB, acCoLMMPOBaHHbIX
¢ mManbdopmMaumamm n GopMUPOBaAHUEM 3/I0KA4YECTBEH-
HbIX HOBOOOGpa3oBaHun [24]. TakKe Mbl HE OBGHapPYyKWIK
B iMTepaType OnncaHum npotemHypum npu cuHapome SINO
B [OETCKOM BO3pacTe, XOTH e€CTb AaHHble O BO3MOXHOWM

ponu reHa KIDINS220 B nporpeccMpoBaHUm XPOHUYECKOM
60/M1€3HM MOYEK Y MALMEHTOB C OXMPEHMEM: TaK, Y nauu-
€HTOB C TeHETUYECKM [OETEPMWMHMPOBAHHBLIM OXUPEHUEM
HanuymMe BapuaHToB B reHe KIDINS220 4ale coyeTanocb
C pa3BUTUEM TEPMMUHANBHON CTaAMN XPOHUYECKON 6ONE3HM
noyek [25]. ONUcaHHbIN Y NALMEHTKM 3NM304 NPOTEUHYPUHN
MOl KaK UMeTb eAMHWUYHbIN XapaKTep Ha GOHe nepeHeceH-
HOIO OCTPOro PECNMPATOPHOro 3aboneBaHns, TaKk U ABAATb-
CA OOHUM W3 MNPOSBAEHUM HapyweHUs OYHKLUWMKU MOYEK,
Tpebyowero gasbHENLEro AMHaMUYEeCKOro HabntaeHus.

Taknm 06pa3oM, HECMOTPSA Ha MCXOAHbIE CNOXHOCTH
B MOCTAHOBKE AMarHo3a M3-3a HenosHoro ¢GeHotTuna CuH-
apoma SINO, TwartenbHbI aHanM3 UMeKLWKUXcs CUMNTOMOB
W pes3ynbraTtoB o6cnefoBaHUi, UX ConocTaBfieHMe Co cBeae-
HUAMKU 0 ponn reHa KIDINS220 B pasfinyHbIX PEryASTOPHbIX
MeXaHu3Max MO3BOMMAN YNOXKUTb PaA3PO3HEHHbIE [AaHHble
NauMeHTKU B €AMHYI0O AMarHOCTUYECKYD KOHLEenumio n 060-
CHOBaTb JalfibHeNllee pacluMpPeHHOe MEXAUCLMMIMHAPHOE
HabngeHne pebeHKa ¢ y4eToM COMyTCTBYIOLWMX CUHAPOMY
PUCKOB M NaToNormm.

3AKJ/IIOMEHME

MpeactaBneHHbIM KIMHUYECKUIA Cllydan OEMOHCTPUPYET
BapuaHT MACKOro Te4eHns (HenoaHoro ¢eHotuna) cuHapomMa
SINO, accouMmMpoBaHHOrO € NaTONIOrMYECKUM BapUaHTOM
reHa KIDINS220. OnucaHHbIX ciyYyan paclumMpseT umetoLme-
€A NpeAcTaBNeHUs 0 BapuaHTax GpeHoTUNa AaHHOro CUHAPO-
Ma, a TaKKe aKLEeHTUPYET BHUMaHWE YuTaTens Ha HeobXo-
AMMOCTM TWATENbHOrO aHanM3a ConyTCTBYOLLMX CUMNTOMOB
y NaLMEHTOB C KIIMHUYecKon KapTuHon HCI1 ¢ yyeTom wnpo-
KOro AvanasoHa MOEKYNSPHbIX MEXaHU3MOB U AUCOYHK-
LIMR, NeXallmx B OCHOBE UX GOPMUPOBAHMUS.

WHO®OPMUPOBAHHOE COIIACUE

OT poauTenst naumeHTa noay4eHo NMcbMeHHoe MHGOPMU-
poBaHHOEe A06POBOJIbHOE corflacke Ha nybanKaumo onuca-
HUS KITIMHUYECKOro cnyyas, B TOM YMCe pe3ynbtatoB o6cene-
[0BaHuA n nedveHuns, dotorpadunin pebeHka B MeAULMUHCKOM
KypHane, BKIOYas ero 3/1eKTPOHHYIO BEPCUIO (AaTa noanu-
caHusa: 05.09.2025).
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