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OP®AHHI 3AXBOPIOBAHHS: CUHAPOM COTOCA
3 POSAAAOM AYTUCTUYHOTO CIEKTPA

Pestome. Cmamms npucesuena npodaemi opgpannux (piokichux) 3axeoprosams y Heliponediampu4Hiil npakmuuyi, a
came cunopomy Comoca. Ha niocmasi ananizy cyuacroi aimepamypu nodano 0emanvHuil OnUc KAIHIYHOT KApMUuHU,
nioxodie do diaeHocmuku i AiKy8aHHs yboeo 3axeopiosanus. Ocobausy yeazy 6 cmammi NpUdineHo NUMAHHIO
noedunanus cunopomy Comoca i3 pozradamu aymucmu4Ho2o cnekmpa 6 dimeil. Y Haw uac ys npobaema mano
npedcmaenena Kax y 3apy0ixcuiil, max i y eimuusHanii aimepamypi. Ilpu o6cmexcenti nayienmie i3 pozradamu
aymucmu4Ho2o0 cnekmpa abo 3ampumKoi0 NCUXOMOBAEHHEGO2O PO3BUMKY Y cheyianricmie noguHHa Oymu
Hacmopoxicenicmy uj000 eeHeMUUHUX CUHOPOMIB, IKI MOJICYMb AeIHCaAMU 8 OCHOBI 3aX60PHOBAHHS.

Karouosi caosa: cundpom Comoca, uepebpanvruil eieanmusm, op@hanti 3aX60pH06AHH, PO3AA0U AYyMUCHUUHO20

cnekmpa.

Bctyn

IIpoBigHMM HaIIPSIMKOM HAyKOBOI Ta KJIIHIYHOI po0o-
™ BigniieHHs: ricuxoHesposiorii Y «IHctutyt neniatpii,
akymepcTsa i rinexosorii HAMH VYxpainn» 3aBxnou Oynn
i 3aIMIIalOThCS MPOOJeMHU MepUHATAIbHOI HEBPOJIOTIi.
Cepen HUX OTHIEIO 3 TIPIOPUTETHUX € MPOOIeMa BUBYCHHS
PiOKiCHUX (papUTeTHMX), a00 TaK 3BaHUX OopdaHHMUX (CH-
PITChKUX), 3axBopioBaHb. Y 1983 p. ynepiiie OyB yBeneHui
TepMiH «opdaHHi XBOPOOU», 1110 OXOILITIOE 3aXBOPIOBAHHS,
YacToTa SIKUX He MepeBullye 5 BumankiB Ha 10 Tuc. ociO.
VY CIIA opdaHHUM BH3HAIOTh 3aXBOPIOBAHHS, Ha SKe
xBopie 1 momguna 3 1500, B Amownii — 1 3 2500, y Pocii — 10
3i 100 000 [1].

CporonHi rmpo6iema opaHHMX 3aXBOPIOBaHb B YKpaiHi
Ta CBITi € HAA3BUYAHO aKTyaIbHOIO. B YkpaiHi 3akoHomaBuo
3aTBEPIKEHO TepMiH «0phaHHE 3aXBOPIOBAHHS» 3 15 KBITHS
2014 p., xonu Oyno yxBaneHo 3akoH Ykpainu Ne 1213-VII
«[Ipo BHeceHHs 3MiH 10 OCHOB 3aKOHOIABCTBA YKpaiHU IIPO
OXOPOHY 3I0pOB’s IIOHO0 3a0e3medeHHs NPOpIIaKTUKY Ta
JIIKyBaHHS PiIKicHUX (Op(aHHMX) 3aXBOPIOBAHb», 3TiIHO 3
SIKMM pinKicHe (opdaHHe) 3aXBOPIOBAHHS BU3HAYAETHCS SIK
Take, 1110 3aTPOKYE KUTTIO JIIOAWMHU, XPOHIYHO MMPOTPECYE,
MPU3BOIUTE IO CKOPOUEHHS TPUBAJIOCTI KUTTST TPOMAIS-
HUHAa a00 10 0Tr0 iHBaIiMHOCTI, TOIINPEHICTh SIKOTO Cepe
HaceJleHHs He yacrinre Hix 1 : 2000 [2].

3BakalouM Ha BUCOKMUI piBeHb ITOIIMPEHOCTI opdaH-
HUX 3aXBOPIOBaHb HEPBOBOI CUCTEMU B YKpaiHU Ta BUCOKY
colliabHy BaXKJIMBiCTh HalaHHS JOTIOMOTH TAaIliEHTaM,

SIKi CTpaxmaioTh Bim HuX, y 2014 p. BimmileHHS TUTSIYOL
nicuxoHeBpoJiorii 1Y «lHcTtutyT megiaTpii, akymiepcTsa i Ti-
Hekouorii HAMH Ykpainu» 3MiHIIO Ha3By Ha «BiIIiIeHHS
TICUXOHEBPOJIOTiI IJIsI MiTei i3 mepMHATaIbHOIO IAaTOJIOTIEI0
Ta ophaHHUMHU 3aXBOPIOBAHHSAMMU».

3a maHuMu €BpONeiicbKOTO KOMITETYy €KCIIEPTiB 3
pinkicHux 3axBopioBaib (EUCERD), 3aranpHa KiTbKiCTb
pizHuX opdaHHUX XBOPOO mocsrae 8 Tucsd. BcranosneHo,
110 80 % pinKicHUX 3aXBOPIOBaHb OOYMOBJIEHI TeHETUUHUMM
mpuarHaMu [3].

Oco0JIMBO aKTyaJIbHOIO ITpo0IeMa PidKiCHUX XBOPOO €
IIJIS TIemiaTpii Ta KJIiHIYHOI TeHeTUKU IUTSYOrO BiKy, TOMY
110, 3a JaHMMU €BpPOITeiiChKOI OpraHi3allii XBOpHX i3 pil-
kicuumu 3axBoproBaHHaMu (EURORDIS), 75 % piakicHux
3aXBOPIOBAaHb MPOSIBISIIOTLCS Y PAHHBOMY TUTSIOMY Billi,
B 65 % BUManKiB BOHW MalOTh TSDKKUI iHBATiIU3YIOUMiA
repe6ir, a B 50 % — HeCcNpUATIUBUAN TTPOTHO3 JIJIST KUTTS.
Kpim toro, B 35 % BumaakiB BOHM € TPUIMHOIO CMEPTI TiTei
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Ha IepIlIoMYy polli KUTTs. Maitke MojloBUHA XBOPUX JTiTei
i3 PiIKiCHUMM CITAIKOBUMM XBOpPOOAMM CTpaXkIa€ Bid 3a-
TPUMKU HEPBOBO-TICUXiYHOTO PO3BUTKY [4].

VY kaiHini autsayoi ricuxoHespoJorii 1Y «ITTAI' HAMH
Ykpainu» AiTu, sKi MaroTh 3aTPUMKY IICUXOEMOLIiITHOTO Ta
MOBJIEHHEBOT'O PO3BUTKY 200 pO3Jajl ayTUCTUYHOTO CIIeKTpa
(PAC) y moenHaHHi 3 TeHETUYHOIO MATOJIOTI€I0, TPOXOASTh
BCceOiuHe HEBPOJIOTiuHE 00CTEeXXKEeHHSI, JiaTHOCTHUKY i3 3aCTO-
CYBaHHSIM MarHiTHO-pe30HaHCHOI ToMorpadii roJIOBHOrO
MO3KYy, enekrpoeHuedanorpadii (EEI') (3a morpedu — Bi-
neo- EEI-MoHiTOpuHrY), 6i0XiMiYHUX i MOJIEKYJISIPHO-Te-
HETUYHUX AOCTiIKEHb.

VY wmiit my6uikaiii My 3BepTaEMO yBary Ha CUHIPOM
Cotoca — pinKicHe Hemporpecyouye reHeTUYHe 3aXBOPIo-
BaHHS, 110 XapaKTEePU3YETHCS MPUCKOPEHHSIM COMaTUY-
HOI'O PO3BUTKY (TiraHTU3MOM) i 3aTPUMKOIO (DOPMYBaHHSI
MOBJICHHSI Ta iHTeJIEKTY. Y JiTepartypi, IpUCBsUEHill JaHOMY
CUHJIPOMY, 3a3HAYa€EThCs, 1110 KOTHITUBHA HENOCTATHICTb,
3aTpMMKa PO3BUTKY MOBJIEHHSI, TIOPYILIIEHHS TIOBEIiHKU €
000B’SI3KOBMMHU CMMIITOMaMM 3aXBOploBaHH: [5]. OgHak
iCHY€ JIMIIIe KiJbKa ONMMCAaHUX BUIAJIKIB MOEAHAHHS CUH-
npomy Cotoca 3 PAC [6]. Y cTarTi MM HABOAMMO KJTiHIYHU I
BUMAaA0K NoenHaHHs cuHapomy Cotoca 3 PAC.

icTopuyHa AoBiaka

Cunnpom Cotoca OyB ymepiie ornucanuii B 1964 p. y
cTarTi, onyo6JikoBaHiit Juan F Sotos Ta cniBaBTOpamu y New
England Journal of Medicine. [ToBimomsiiiocst mpo Tpyiry 3
5 miTeit, y SIKMX CocTepiraiuch 0CoOMBI KJIiHiUHI O3HAKH,
1110 MOEAHYBAIMCh Y CUHAPOM: MPUCKOPEHUI COMAaTUYHU I
PO3BUTOK, aKpOMETaJIOiIHI pUCU O0JIMYYsI Ta HEIporpe-
cyloua po3yMoBa BiACTalicTh [7]. ¥ mepiili poKu CUHAPOM
MepeBaKHO HAa3MBaBCS «llepeOpaaIbHUM riraHTU3M», OJHAK
Mi3Hillle 1151 Ha3Ba OyJia BUTicHeHa «cuHapoMoM CoTtoca».

VY 1992 p. Cole and Hughes B orjsni, 1o 6a3yBaBcs Ha
criocTepekeHHi 79 manieHTiB BikoM Bin 1 10 6 pokiB, 3a-
MPOMOHYBaJIU TaKi KpUTePil 3aXBOPIOBAHHS: CIIeLIM(iYHIIA
(heHOTUN 00IMYYsI, IPUCKOPEHNI COMaTUUHUI PO3BUTOK,
MPUCKOPEHUM KiCTKOBMIA BiK, 3aTpUMKa iHTeJIEKTyaJIbHOTO
PO3BUTKY [8].

3HaYHMIt BKJIaJ Y BCTAHOBJIEHHI KPUTEPiiB AialrHOCTUKU
cuHapoMy CoTtoca BHec/Ia Tpyna JOCIiTHuKiB i3 Benukoi
Bbpuranii ta Anownii, sskumu y 2002 p. Oys10 BUSIBIEHO €Tio-
JIOTiYHMI (paKTOpP 3aXBOpIOBaHHS — MyTalito reHa NSD1.
o 1poro yacy aiarHo3 cuHapomy CoToca BCTAaHOBIIOBaBCS
Jlie KJaiHigyHo. 3arainom, noyrnHatouu 3 1980 p., ony0iko-
BaHo 0;1u3bKo 500 Bunankis cuHapomy Cortoca [9].

KAiHIYHI O3HOKM

Cunapom Cortoca (CUMHAPOM ILiepeOpaibHOIO TiraH-
TU3MY) — lI€ piIKiCHe reHeTUYHe, B OiIbIIOCTI BUIAIKiB
cropaauyHe (OonucaHi ciMeiiHi BUMaAKy 3aXBOPIOBAHHS 3
ayTOCOMHO-ZIOMiHAHTHUM THUIIOM YCITaJKyBaHHs) 3aXBO-
PIOBaHHSI, 1110 XapaKTePU3YETHCS HAAMiIPHUM 301IbIIIEHHSIM
MOKa3HUKIB COMAaTUYHOI'O PO3BUTKY IIPOTITOM MepIInx 2—3
POKIiB XKUTTSI, CrIelI(piYHUMU prUCaMU O0JIMYYSI Ta 3aTPUM-

KOIO TICMXOMOBJIEHHEBOTO PO3BUTKY. [ToenHaHHST AaHUX
O3HaK y IUTUHM 103BOJIsSIE BCTAHOBUTHU KJIiHIYHUI AiarHO3
cunapomy Coroca [10].

Ha mincraBi aHanizy Giibine Hixk 500 maitieHTiB i3 Be-
pudikoBaHoo MyTauieto reHa NSD1 Oyiio mokasaHo, 1110
MO€EIHAHHS TPhOX KapAWHAJIbHUX O3HAK 3aXBOPIOBAHHS
CrocTepiraeThest MpuHaiMHi B 90 % HOCITB IMAaTOIOTIYHOTO
reHa [11].

[Toka3HMKY MOIIMPEHOCTi Cepel HOBOHAPOIKEHUX, 3a
MaHUMU Pi3HUX JOCIiIKEHb, 3HAXOASIThCS B Aialla30Hi Bifl
1:10000 o 1:50 000 [12].

Hitu 3 cunapomoMm CoToca 3a3BUyaii MaloTh OiIBIINII
3picT, Macy TiJla (MaKpoOCOMil0) Ta po3MipH TOJIOBU (Ma-
Kpoiledaiio) Mpyu HAPOJXKEHHI, HixK 1X onHOJITKU. Yepes
XapakTepHi po3Mipu i popmy rojoBu cuHapoMm Cotoca
iHOAI Ha3MBaIOTh CUHAPOMOM IlIepeOpaabHOro TiraHTU3-
My. DEeHOTUIIOBI 03HAKKM CUHIPOMY MOXYTh BapiloBaTH y
Pi3HUX TAlli€EHTIB i BKIIOYAIOTh HEMPOIOPILIiiiHO BEJIMKUM
OKpyIIMii yepen (Makpoliedatitio) 3 BUTHYTUM YOJIOM Ta
CIUTIOCHYTUMHU CKPOHSIMM, BEJMKi pyKd i HOru. O0auuds
B repion Big 1 10 6 POKiB XapaKTepU3y€EThCs HasIBHICTIO
BMCOKOTO IIMPOKOTO YoJja (ToJioBa Haraaye meperopHy-
Ty Ipylly — noJjiixouedaris), MOXYTb OyTH 3aJIMCUHU Y
JIOOHO-TIM’STHUX HiISIHKAX, TilepeMis IIKipyu Ha BUJIMIISIX,
AHTHMMOHTOJIOIIHUI PO3pi3 oueil, 3arocTpeHe migdopinas,
301JIbLIEHI LIEJIETH, TilepTeIOpU3M (AHOMAJIbHO 30i1bllIeHA
BiICTaHb MixX 0UMMa), rinogopis (BepTUKaaIbHuUii CTpabdi3M,
CHPSIMOBAHUM AOHU3Y), BUCOKE «TOTUYHE» MiTHEOIiHH. ¥
NesIKUX IiTeid Moxe OyTu He3BUYHUI (heHOTUII, HAIlpu-
KJ1aJ MOHTOJIOINHUI po3pi3 oueit 800 HEHOPMaIbHUI PiCT
BoJioccs (TinepTpuxo3). Y I0HaIbKOMY Ta IIKIJIbHOMY Billi
cretudiuHi prcu 004U CTaIOTh MEHLI TOMITHUMU, X04a
3BepTa€ Ha cede yBary mindopianas, 1110 BUunmMHae. bausbko
90 % niteit MalOTh OKPYKHICTb rOJIOBU OiJibIiie 2 CTaHAAPT-
Hux BimxwieHs (SD) [5, 10, 11].

XapakTepHOIO € BUpaXkKeHa TiIOTOHisI TpYU HApOIXKEeHHI,
3aBISIKM YOMY JAUTUHA MA€ BUIISIL «JISITbKU 3 TaHUip’s»,
TOOTO Ma€ MiClie CUHAPOM MJISIBOI AUTUHU. MOXYTh TpUBaJIo
30epiratucs MpodjeMu 3 BUTOAOBYBAHHSIM, OCIa0IeHUI
CMOKTaJIbHUI pedieKc, 110 MOXe BUMaraTu TOayBaHHS
IUTUHU 4epe3 30HM, JacTi 3puryBanHs. bauseko 70 %
niteit i3 cunagpomoM CoToca MepeHOCITh XKOBTSIHULIO Y
HeoHaTaJIbHUI nepion. He3paxaloun Ha IIBUAKUMI IPUPICT
(i3MYHMX MOKA3HMKIB, 3aXBOPIOBAHHS CYIIPOBOIXKYETHCS
3aTPUMKOIO PyXOBOTro po3BUTKY. itu 3 cunapomom CoToca
Mi3HillIe TOYNHAIOTh YTPUMYBATHU FOJIOBY, CUIITH Ta XOAUTH,
1110 BinOyBa€ThCsl BHACIIIOK HU3bKOIO M’SI30BOTO TOHYCY.
Takox Big3HAaYa€ThCsI MOTOPHA HE3rpaOHiCTh, HEBIIEBHEHA
XoJa. AHTPOIOMETPUYHI MOKA3HUKHU IPOIOBXKYIOTh 3HAUHO
BUIIEPEIKATH BIKOBi HOPMMU (HATIPUKIIAM, Y 6-MiCIUHUX i~
Teil pO3Mip roJIOBU MOXKE OYTU TaKUM, SIK'y 18-MicsTaHOI o1~
tuHU). CunapoM CoToca XxapaKTepU3y€EThCS MIPUCKOPEHHSIM
POCTY KiCTOK i KiCTKOBOTO BiKY y 75 % niteit. EHIOKpUHHUI
CcTaTyc 3a3BUYail 3aIUIIAETHCS He MopyiiueHuM |5, 10, 13].

TakoxX MCUXOJOriYHMIA pO3BUTOK IAlliEHTIB XapaKTe-
pPU3YETHCS 3aTPUMKOIO MOBJIEHHEBOTO, KOTHITUBHOTO Ta
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COLIiaJIbBHOTO PO3BUTKY. CUHAPOM MOXE CYIIPOBOIKYBATUCS
JIETKOI0 200 MOMipHOIO iHTEJIEKTYaJIbHOIO0 HEAOCTaTHICTIO,
PAC, rinepakTUBHICTIO 3 1e(illUTOM yBaru, arpeCUBHICTIO,
MMiIBUILIEHOIO APATiBIMBICTIO, 00CECIIMU Ta KOMITYJIbCISIMU,
¢Go06isgMu, icTepruKkaMM Ta iMOYJIbCUBHOIO MOBEIiHKOIO.
Maiixe 3aBXIM € MPOOJEMU 3 PO3BUTKOM MOBJIEHHS. Y
Mali€HTIiB YaCTO HasIBHI MOpylIeHHs (oHallii, Moxe OyTh
3alKaHHSI, MOHOTOHHUI ToJoc [6, 14, 15].

Y nocnimkenHi Sarimski (2003) MoBigoOMISIETHCS PO TE,
110 y aiteit i3 cunapoMom CoToca Ma€ Miclie mepeBaKHO
M’sIKa iHTeJIeKTyaabHa HETOCTaTHICTD (59 %) MOpiBHSHO 3
CcepeIHiMU MOKa3HUKaMM B MOITyJIsiii [15].

II’Th mOCHiIKEHb ONMUCYIOTh OCOOIMBOCTI ayTUCTUYHOL
MOBEAIHKU cepell XBopux i3 cuHapomoM Cotoca. JIBa mo-
CITiIKEHHSI MMOBiTOMIISIOTH ITPO HasiBHicTh 03HaK PAC y 46 %
nauieHTiB [17, 18]. OcHoBHi o3Haku PAC BKJTI0UaloTh B cebe:
MOpPYIIEHHS KOMYHIiKaTUBHUX (DPYHKIIill Ta colliaabHOI B3a-
€MO/Iii, CTepEOTUITHY TTOBEIiHKY, 00MeXKeHiCTh 400 oqHOMa-
HITHICTBb iHTepeciB. IHIII 1Ba DOCITiIKEHHS OIMCYIOTh XBOPUX
3 «ayTUCTUYHOIO MOBEAIHKOI», XO4a BOHU HE OINMMCaHi A0-
knanHo [19, 20]. Octanne nochimkeHHs Finnegan et al. (1994)
CBiTYUTD MpPO Te, 1110 B ASSIKMX iTeH, SIKUX 00CTEXyBaIM 3
npusony cuHapomy Cotoca, Oyjia rmoaiOHa moBeAiHKa, SIK Y
niteit i3 cuHapomMom Acnieprepa. OgHak 11e OyB Cy0’ €KTUBHUI
BMCHOBOK aBTOpa, 1110 HE MaB HisIKOTO AiarHOCTUYHOTO TiJl-
TBepIkKeHHs [21]. V 1ijioMy, Xoua «ayTHCTUYHA MTOBEdiHKa»
OyJia 3apeecTpoBaHa B HEBEIMKill KiTbKOCTI JOCTiIXEHb,
CTaHIApTU30BaHa OlliHKa 3 BUKOPUCTAHHSIM BCTAHOBIEHUX
NiarTHOCTUYHMX KPUTEPiiB He TTpoBoaAMIacs. Y 3B’I3Ky 3 LIUM
naHi momno nommpeHocti PAC cepen nalieHTiB i3 CMHIPOMOM
Cotoca HaTtenep BiACYTHi.

V nepion cTapiioro TUTUHCTBA MOCTYIOBO 3HMKAIOTh
BiIMiHHOCTi MiX 3J0pOBUMHU HiTbMM Ta MalliEHTaMU 3
cunapoMoM Cotoca. M’s130BuUii TOHYC TTOCTYIIOBO MiIBU-
LIYETHCS, Y NESIKMX BUIIaAKaX BilOyBA€ThCs MOIMIIIEHHS
PO3BUTKY MOBJIEHHSI. TeMIU MPUCKOPEHOTO COMAaTUUYHOTO
POCTY YIOBIJIbHIOIOTLCS Y MEPIiOA 10 MOYaTKy IyoepTaTy,
TOMY IIIJIITKY Ta JOPOCII, SIKi CTpaXkIaroTh BiJ CUHAPOMY
Cortoca, BiINOBiAalOTh 32 aHTPOIMOMETPUYHUMU T10Ka3-
HUKaMM 300POBMM OMHOJIITKaM. ¥ 6aratbox JIOpPOCIMX i3
cunapomom CoToca AiarHOCTUYHI MOKAa3HUKU MOXYTh
BiIMOBiAaTU HOPMi 3a iHTeJIEKTOM Ta (Di3UIHUM PO3BUTKOM.

OnucaHi BUNIaAKA PO3BUTKY 3JIOSIKICHUX ITyXJIUH Y Ji-
Teit i3 cuHapomoM CoToca, ajie KOAeH BUIl OHKOJIOTIYHUX
3aXBOPIOBAHb HE € ACOLIIIOBAHUM i3 LIUM 3aXBOPIOBAHHSIM.
IMyxnauHu 3ycTpivyaroThest pubIn3Ho B 3 % 0cib i3 cuHApO-
moMm CorToca i BKII0YaloTh KPUXKOBO-KYIIPUKOBY Te€pPaTOMY,
Helipo0bacToMy, IIpecakpajbHi Ta peTpocakpaibHi FaHIIi0-
HeHpoMU, TOCTpUil 1iM(pOOIACTHUIMA JIEMKO3 i APIOHOKITITUH-
HUi pak jereHiB [22, 23]. CkpuHiHT Ha myxJauHy BinbsmMca
BBAXKAETHCS HENOLIJIBHUM. Y Hall yac HEMAa€ 10CTaTHbO
JIOKa3iB TOrO, 1110 AiTH 3 cuHApoMoM CoToca MaloTh 3HAYHO
OLBIIMI PU3UK PO3BUTKY OHKOJIOTIYHOI MATOJIOTIi OpiB-
HSTHO i3 3araJIbHOIO IMOMYJISIII€I0.

JlonaTkoBi KpUTepii CUHAPOMY MOXYTb OyTH HasiBHi y
Oiibiie HiX 15 % nanienris. 10 TaKUX KJIIHIYHUX O3HAK Ha-

JIeXKaTh: IIPUCKOPEHM I KiCTKOBHUM BiK; aHOMaJIii FOJIOBHOI'O
MO3KYy, 1110 BusBIsS0ThCS Tipu KT- a6o MPT-o6¢cTexxeHHi;
npoOJieMu 3 TOAYBAaHHSIM Y PaHHbOMY Billi; >KOBTSIHUIIS Ta
TiMIOTOHISI y HEOHATAJIbHUIA Mepioa; emieNTUYHI Hallaau;
CKOJ1i03; aHOMaJlii ceplisl Ta HUPOK; MpeeKIaMIICisl y MaTepi
B aHaMHe3i; rinepMoOiIbHICTh CYI/I00iB; MIOCKOCTOIICTh
Ta inmi [13].

Etionoriga

ETtionoria cunapomy CoToca Oyja BCTaHOBJIEHA Y
2002 p., Kosnu Briepiiie O0yJio BUsIBIeHO MyTallito reHa NSD1,
SIKM KOAY€E TiCTOHOBY MeTHATpaHchepaldy — (epMeHT,
1110 Oepe yJacTh y pery/siii pyHkuii xpomatuny. [Tpu it
MyTallii TAKOXX BUHUKAE TIOPYIIEHHS KOAYBaHHSI SIIEPHOTO
pelenTopHoro Oijika, KUl 6epe y4acTb y peryJsiiii Hop-
MaJIbHOTO pOCTY i po3BUTKY [24]. Byj10 BCTaHOBJIEHO, 1110 10
PO3BUTKY CUHIPOMY MOX€ MPU3BOAUTHY TpaHCIoKallis t(5; 8)
(q35; q24.1), 1110 BUKJINKAE TaIUIOHEIOCTATHICTh (HETIOBHE
noMinyBaHHs ) reHa NSD1 (ssmepnuii peuienitop SET-nomeny
cuHTe3y Oinka moauHu ). [1izHile Oyjio BCTAaHOBIEHO, 1110 Y
Oinbiire HiX 90 % BUMAIKiB 32 PO3BUTOK CUHAPOMY BillITO-
Bimae BHyTpiltHboreHHa mytaiisg y NSD1 ta Mikpoaenelist
B perioHi 5q35. 3okpeMa, BHYTpIllIHbOI€HHA MyTallis Oysia
BusiBiieHa y 80—85 % XBOpHUX cepejl €BPONEICHKOT MOITYIIsi-
11ii, ToAi 9K Mikpozenenis B perioni 5q35 — nmume y 10 % [9].
Otxe, Bepudikalig mytatii reHa NSD1 e BiporitHUM MeTO-
JIOM TiATBepIXKEeHHS fiarHo3y cuHapoMy CoToca, OCKiIbKI
3YCTPIYaETHCS JIUIIIE TIPU LIbOMY 3aXBOPIOBAHHI Cepel XBOPUX
i3 maHuM cuHapoMoM. OcoOIMBO 11e OYJI0 MiATBEPIKEHO Y
XBOPUX SIMOHCHKOI MonyJisiii. He3apo3yMiso, sIK 3MeHIIIeH-
HS$I KiJIbKOCTI 1IbOTO OijiKa B MPOIIECi PO3BUTKY IIPU3BOIUTH
JI0 3aTPUMKM IICHUXiYHOI'O PO3BUTKY, TiIraHTU3MY Ta iHIIUX
MaTOJIOTIYHMX 3MiH, 1110 XapaKTepHi 111 cuHapomy CoToca.

Binsbko 95 % Bunankis cuHapoMy Cotoca BUHUKAIOTh
CropaauyHo. bilblIicTh i3 LUX BUMAAKIB € pe3yJbTaToOM
MyTaliii de novo, noB’s13aHux i3 reHom NSD1. Byso onucano
KiJIbKa CiIMEMHUX BUMAKiB, BUBUEHHS SKHX JIOTTOMOTJIO 10~
CJIiIHMKAM BCTAaHOBUTHU, 110 cuHApoM CoToca MOXe MaTh
ayTOCOMHO-JOMIHAHTHUI TUTT CIaAKyBaHHS [9].

Joxtop TpeBop Koy i itoro kosneru 3 BenukoopuTaHii
MpY BUBYEHHI Malli€eHTIB i3 cuHapoMoM CoToca i WieHiB ix
cimMeli BUSIBUJIM TaKi 3aKOHOMipPHOCTi:

— vy 90 % nariieHTiB, sIKi Y4iTKO BiAMOBinaIM KPUTEPIIM
cunapomy Coroca, 0yJ10 BusiBieHo MyTallii reHa NSD1;

— 6mm3bko 10 % niteit i3 heHOTUITOM, 110 HarajayBaB
cunapoM Cotoca, ab0o 3 CyMHIBHUM JiarHO30M Majli My-
tauii reHa NSD1. Maiixke Bci malieHTH L€l Tpyny Maiu
KJIaCUYHMI 30BHIIIHII BUIJISAL O0JIMYYS i BEJIUKY TOJIOBY,
ajie MaJld MEHILUI 3PiCT Ta KiCTKOBUI BiK;

— y Malli€HTIB, B IKUX OyJIU BiICYTHi (p€HOTUIIOBI prUcH
obmmyys st cunapomy Cotoca, He 0y/10 BUSIBIEHO MyTallil
reHa NSDI;

— y 0aTbKiB aiTeit, ki Maiu MyTauii reHa NSD1, Takox
Oynu eHoTUNOBI ocobnuBocTi cuHapomy CoTtoca [9].

Myrtauist rena NSD1 He BUsIBAeHA IPU iHIIKX BiTOMUX
TeHeTUYHUX 3aXBOPIOBAHHSIX, 1110 CYITPOBOIKYIOTHCSI Mera-
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PucyHok 1. MNauieHT I'., 4 pokn.
Cunpgpom Cortoca. lNirmeHTHWii
HeBYyC cTerHa ripaBoi KiHLiBKN

nouedaliero, TakKux sIK cuHapoM beksit — BimemaHa i cuH-
IpoM YiBep. Ajle, sIK BBaXKalOTh JOCTiIHUKM, 32 HasIBHOCTI
SIK MiHIMYM TPhOX KJIIHIYHMX 03HaK cuHApoMy CoTtoca mpo-
BEIEeHHST MOJICKYJISIPHOTO aHaJIi3y He € 000B’SI3KOBUM [5].

AiKyBOHHS

Ha cboropHi eTiojIoriyHOro Ta MaToreHeTUYHOrOo JiKYy-
BaHHs cuHIpoMy CoToca He po3po0JieHo. 3a HeOOXiTHOCTI
3aCTOCOBYETHCS CUMIITOMATUYHE JTiKyBaHHS (IIPOTUCYTOM-
Ha, JerinparaiiifiHa Tepamis). PekoMeHIOBaHO 3aCTOCOBY-
BaTU TPYIOBY Tepalrilo Ta peabiliTallio Il BUPOOJICHHS
MPaBUJILHUX CTEPEOTUITHUX PYXiB, HABMUOK CaMOOOCITyTO-
BYBaHHsI, YHUKHYTU (hOPMYBAHHSI IIKiIJTUBUX CTEPEOTHUII-
HUX PYXiB i ITaTOJIOTiYHOI MOCTaBM. TaKoX peKOMEHIOBaHa
TICUXOJIOTO-TIEIarOTiYHa Ta JIOTOINeIMYHA KOPEKIIis.

MporHos

CunnpoMm CoTroca He BBaXKAETHCS 3aTPO3JIMBUM LTSI
JKUTTST 3aXBOPIOBAHHSIM, 3arajibHa TPUBATICTh KUTTS T10-
piBHSIHHA i3 3arajibHOIO ITOMYyJIslielo. PanHe BTpydyaHHs,
TICHUXOJIOTO-TIEAArOTiYHa KOPEKIIisd Ta iHKJII03is TUTUHU Y
COLIiyM TO3BOJISIIOTh 3HAYHO TOKPAIIUTHU SIKIiCTb 11 XKUTTS.
OmpHakK KOOpAMHATOPHI ITOPYIIEHHS MOXKYTh 30epiraTucs i B
3piJIoMYy Billi B ITOEAHAHHI 3 COMATUYHUMU 91 IICUXITHUMU
BiIXWJICHHSIMU.

KAiHiYHMIM BUNOAOK

Xiormuuk P., 4 poku, HagilIIoB 10 BiOAiUIEHHS OATSIIO1
ncuxoHeBpoJiorii 1Y «lHcTuTyT IemiaTpii, akymepcTsa i
rinexosorii HAMH VYxpainn» 3i ckapramu MaTepi Ha Ha-
SIBHICTh Y TUTUHU 3aTPUMKH TTICUXOMOBJICHHEBOTO PO3BUTKY
(ToBOpUTH JIMIILIE OKPEMi CJI0Ba, BUMOBJISIE HeuiTKO). Crio-
CTEpPIraloThCs IMMOPYIIEHHS MOBSMIHKI Y BUIJISII TilTepaKTUB-
HOCTI, eImi3omiB arpecii (Mmoxe KycaTtucs). He BukopucroBye
BKa3iBHUII KeCT. 3 aHaMHe3y BiloMO, 110 IUTHHA HapOIr-

Pucyrok 2. MauieHT I'., 4 pokun.
CuHapom CoTtoca.
Ceb6opeliHni HeByc LUKipy roJosu

PucyHok 3. MauieHT .,
4 pokun. CuHgpom
Coroca

Jack Big 3-iBaritHOCTI (1-111a BariTHICTB 3aBMepJia Ha 12-my
TVDKHI; Bifg 2-1 BariTHOCTI XJIOIMUMK 7 POKIB CTpaXKIa€ Bif
BHPA3KOBOro KoJIiTy). BariTHicTh Masa repe0ir Ha (poHi 3a-
rpO3u MepepruBaHHS Ha 5—6-My TUKHI, (DeToIIalleHTapHOT
HepocTtaTHOCTI. [lomoru B TepMmini 40 TKHIB, YCKIamHEeHi
CIIA0KICTIO ITOJIOTOBOI MisJIbHOCTI, HABKOJIOTLIIAHI BOAU
3eJICHOTO KoJIbopy. Maca Tina mpu HapomkeHHi 3900 1, mo-
BXMHa Tija 56 cM (+2 SD), 3akpuuaB ci1a6o. OKPYXHICTb
TOJIOBM TIPU HAPOIXKEHHi 36,8 cM, OKPYXHICTh rpyaHOI
xutitky 37 cM. 3a mKanow Anrap orpumaB 7—8 6ajiB. Bu-
MHCAaHMW 3 IOJIOTOBOrO OYAMHKY Ha 3-TI0 JOOY.
PosBuBaBcs mo 1 poky i3 3aTprMKOIO, Oyia IMoMipHa
TIITOTOHIS KiHIiBOK. [010By mouaB TpuMaru y 4 Mic., Cumi-
TH — 3 8 MiC., ITIIIOB ITicIsI 1 poKy, HEBIIEBHEHO, XUTKO. B
6 Mmic. oOCcTeXXeHNI Yy TeHeTUKa Y MEIUKO-TeHETUYHOMY
neHTpi «OXMAJINT», criagkoBoi maToJIorii He BUSIBICHO.
3a gannvu HCI y 1 p. 2 Mic. BUSBIEHO 03HAK! IIOPOXKHIHI
Bepre. ¥ 6epesni 2015 p. Ha poHi rOCTpoi pecItipaTopHO-Bi-
pycHoIi iHdexkiii 3 rimeprepMmiero 1o 40 °C BmepIie B KUTTI
OyB €ITi3011 CyIOM Y BUIJISIII KJIOHIYHMX CKOPOUEHDb BEPXHIX
KiHIIIBOK, TpuBaicTio 10 1 xB. CiMeliHIII aHAMHE3: y TITKH 3a
JIiHi€I0 6aThKa OyB cuHapoM [layHa, momepia y Bitti 40 pokis.
TIpu ortsai COMaTUIHWI CTaTyC TUTUHY He TTOPYIICHUH.
Ha mixipi mpaBoro cTerHa risiMa Kobopy KaBU 3 MOJIOKOM
6 x 8 cM (puc. 1). Ha mkipi cigHuib 2 «MOHTOJBCHKi»
TUISIMUM, HEBYC Ha BOJIOCUCTIil YaCTUHI TOJIOBU PO3MipoM
2 x 2 cM (puc. 2). OKpyxkHicTb TojioBu 56 cM (+2 SD). To-
JioBa MakpouedaabHOi HopMU, YOJIO MUPOKE, MiI0opifIst
By3bKe. [imepTenopusM, emiKaHT, «TOTUIHEe» MiTHeOiHHS.
Tineprpuxo3 mikipu rteveit, Byx. 3pict 109,5 cm. Maca tina
20 xr. KoHTakT i3 nuTuHOO yeKnanHeHuit. He 3aBxmu pearye
Ha BacHe iM’s1. Bukonye komanau BubipkoBo. [Tokasye Ha
TIPOXaHHS YaCTUHU 00In4Yst, Koabopu. [OBOopUTH OJIM3BKO
10 citiB, MoBnieHHS HewiTKe. [ToBeniHKa rinepakTBHA, yBara
Hecrilika. DoTopeakiiist xxuBa, cuMerpruHa. OyHKIIIT ye-
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PucyHok 4. MPT nauieHTta i3 cuHgpomom Cotoca.
O3Haku nopoXxHUHU Bepre. T2-3BaXkeHi 3HIMKN
B aKciasibHiV Ta caritasbHiv npoekyisax

perHuX HepBiB 6e3 maToJiorii. Xoja He ropyiieHa. M’s130Bi
TOHYC Ta CUJia y KiHIiBKax momipHo 3HuxkeHi, D = S. Cyxo-
KUIIKOBI pediekcu xuBi, D = S. YepeBHi pediekcu XKuBi.
Posnanu koopauHailii, maTojoriudi pegiaekcu BiACYTHi.
[TopyiieHHsT pyHKIIi#1 Ta30BUX OpraHiB BiICYTHi.

[1im yac mepeOyBaHHS y KJIiHilli TPOBEIEHO 3araIbHUM i
OioXiMiYHMIA aHaJIi3u KPOBi, 3arajJlbHUI aHaIi3 cedi, ImaTo-
JIOTIYHMX BiXWUJIEHb HE BUSIBJIEHO. 32 TaHUMU OOCTEXKESHHSI
BHYTPIIIHIX OpTaHiB BUSIBJICHO O3HAKW PEAKTUBHUX 3MiH
MiIUTYHKOBOI 3aJ1031, 301IbIIIEHHST ME3EHTEPiaIbHUX JiM-
datnuHmMx By3JiB. 3a gaHuMu Y31 murornonioHoi 3an03u,
BUSIBJICHO Y3-03HaKM 1udy3HOTro 300a 2-10 cT. BusHaueHHst
MapKepiB marosorii uuronoaionoi sanosu (T,, T,, TTT) y
KPOBi MOKA3aJ10 3HVMKEHHS PiBHSI TUPEOTPOITHOTO TOPMOHA,
HasSBHICTh MiABUIIEHHS PiBHS aHTUTLI IO TUPEONEPOKCHU-
Nla3y Ta TUpeor1o0yTiHy. JIMTMHA KOHCYJITOBaHA TUTSYUM
€HIOKPMHOJIOrOM, BCTAHOBJIEHO JiarHO3: XPOHIYHUN ay-
TOIMYHHUI TUPEOiauT, TirneprpodiuyHa popma, eyTupeos.

3a manumu EKI BusiBieHo cunycoBuii putm, YCC
112 yn,/xB, MOPYILIEHHS ITPOBITHOCTI IO MpaBiii HIXIII ITyYKa
I'ica. EEI" 6e3 martosioriunux 3MiH. MPT roioBHOro MO3Ky:
MP-o03Haku Kictu 11po3opoi neperopoaku (puc. 4). BucHo-
BOK T€HETHKa: CUHIPOM LIEpeOPaIbHOTO TIraHTU3MY aco-
LiloBaHW i3 THUCIUTA3i€10 CMOMYYHOI TKAHUHU. BUCHOBOK
rncuxiarpa: HaC/IiAKK OPraHiYHOTO MOPYIIEHHS i AMCOYHKIIIT
TOJJOBHOTO MO3KY 3 TOPYILIEHHSIM ITCUXOJIOTTYHOTO PO3BUTKY,
3 HeIOCTATHICTIO (hopMyBaHHS (DYHKILiT MOBJICHHS. BUCHOBOK
TICUXOJTOTa: MepBa3WBHUIA PO3JIal PO3BUTKY 3 ITOMipPHOIO iHTe-
JIEKTYaJIbHOIO HEIOCTATHICTIO Ta MOPYIIEHHSIM (DOPMYBaHHSI
MOBJIEHHSI. BUCHOBOK Jiororeaa: 3arajbHe HeTOpO3BMHEHHSI
MOBJIEHHSI 1-r0 piBHs1. BUCHOBOK iepMaToJiora: cebopeiiHmiA
HEBYC BOJIOCHUCTOI YaCTUHU T00BU. [lirMeHTHUIT HeByC
CTerHa MpaBoi KiHUiBKU. «MOHIoJIbChbKa» IIsIMA CiAHUILII.
BucHOBOK OKyJticTa: Miomist cTabKOro CTyreHs 000X OYyei.
BucHoBok JIOP: XpoHiuyHMi1 a1€HOTOH3WITIT.

OTxe, 6epydu 10 yBaru aHi aHaMHe3y (301UTbIIIeHMIA 3PiCT;
Maca TiJia; OKPYKHICTb TOJIOBU TIPU HAPOIKEHHI; 3aTpUMKa
PO3BUTKY CTaTOKIHETUYHMX HABUYOK MPOTITOM IEPIIOro
POKY XKUTTS, 1110 CYIPOBOKYBAJIACh M’SI30BOIO TiMOTOHIE0;
0COOJIMBOCTI KJIiHIYHOTO OISy Ta iHCTPYMEHTAJIBHOTO 00-

CTEXKEHHS ), MOXKHA BCTAHOBUTH JiarHo3: cuHapoM Cotoca i3
3aTPUMKOIO IICUXOMOBIIEHHEBOTO po3BUTKY Ta PAC. XpoHiu-
HUI1 ayTOIMYHHUI TUPEOIIT, rirneptpodiuHa hopma, eyTHpeos.

BUCHOBKMU

3HauyHO0 MPOOJIEMOIO CyJacHOI HeliporieniaTpii € 30i1b-
meHHs yactotu BunanakiB PAC y niteit. Hepinko mia mackoto
PAC moxe OyTy mpUXOBaHU iHIIMIA ITATOJOTIYHUN CTaH,
SIKOMY aBTOMAaTHUYHO MPUCBOIETHCS JiarHO3 «ayTU3M».
3 MeTOI0 BCTAaHOBJIEHHS IPaBUJbHOIO AiarHO3Y KOXHa
nuTrHa 3 miao3poto Ha PAC nmoBuHHA OyTH OTJISTHYTaA TSI~
YKUM HEBPOJIOTOM, 3a HEOOXiTHOCTI MalOTh OyTH MTPOBEAEHI
IIOOATKOBI JTaOOPAaTOPHi Ta iIHCTPYMEHTaIbHi O0CTEXKEeHHSI.

Cunagpom CoToca € OTHHMM i3 TAaTOJOTIYHMX CTaHIB i3
TeHETUYHOIO ETiOJIOTi€I0, B KIIiHIUHil KapTHUHI SIKOI'O MOXYTh
CIIoCTepiraTrcs MOpyIieHHs MOBEIiHKY Pi3HOTO XapaKTepy
Ta 3aTPUMKAa MICUXOMOBJIEHHEBOTO PO3BUTKY, B TOMY YUCJTi
cumnTomokoMiuieKc PAC. 3010TuM crangapToM aiarHoc-
TUKM 1IbOTO 3aXBOPIOBAHHS € MOJIEKYJISIPHO-iarHOCTUYHE
NOCTIIKEHHST 3 BUSIBJICHHSIM MyTalii reHa NSD1. OmgHak
3a BIZICYTHOCTI MOXJIMBOCTI IIPOBECTU TaKMI aHAJi3 mia-
TrHO3 MOKe OYyTH BCTAHOBJICHWIA Ha MiJCTaBi TUITOBOI Tpiaanu
CcUMOTOMIB: 1) MakpocoMist (riraHTU3M); 2) crielugiaHuin
(eHotun (pucu o6anyust); 3) 3aTpUMKa KOTHITUBHOTO Ta
MOBJIEHHEBOTO PO3BUTKY.

Ilepebir cuaapomy CoToca € HemporpecyounM. PanHe
JIIKyBaHHSI Ta MICUXOJIOTO-TIelaroriuHa peadititaitist aitei-
MaLi€HTIB TO3BOJISIE AOCITTU MOKPAILIEHHS KOTHITUBHUX,
COLliaTbHMX Ta MOBJIECHHEBMUX (DYHKIIIA.

BiTunsHsHi daxiBli 3 AUTAY0I ICUXOHEBPOJIOTIi MO-
BUHHI OyTM MOTHMBOBaHi Ha IOLIYK MOXJIMBOI €TiOJIOril y
KoxxHoi tnTuHU 3 PAC. AneKBaTHO BCTAaHOBJICHUI AiarHO3
JTO3BOJISIE PO3MOYATH KOMILIEKC iHAUBIyaTbHO pO3poodiie-
HUX JIIKyBaJIbHO-peaOiTliTallifHIX 3aX0MIiB, KU1 y 0araTbox
BUIIAIKaX 3/IaTHUI CYTTEBO MOJITIINTH SIKICTh KUATTSI Malli-
€HTIB i piB€Hb COLIaJIbHOTO (PYHKIIIOHYBAHHSI, IONIEPEAUTI
iX iHBaJigM3alio.

Cnuncok Aiteparypu

1. McCabe C., Claxton K., Tsuchiya A. Orphan drugs and
the NHS: should we value rarity? // BMJ. — 2005 Oct 29. —
Vol. 331(7523). — P. 1016-9.

2. 3axon Yxpainu «I1po enecenns smin do OcHoe 3axonodascmea
Yipainu npo oxopory 300poé’s w000 3abe3nevents npoghirakmuku
ma nikyeanHs piokicHux (opgannux) 3axeoprosanv» Ne 1213-VII gio
15 keimus 2014 poky // Bidomocmi Bepxoenoi Paou. — 2014. —
Ne 26. — C. 894.

3. Puiu M., Dorica D. Rare diseases, from European resolutions
and recommendations to actual measures and strategies // Maedica
(Buchar). — 2010 Apr. — Vol. 5(2). — P. 128-131.

4. Stewart S., Peers K. Rare diseases: what do you need to
know? // Nursing Times. — 2013. — Vol. 45. — P. 12-14.

5. Tatton-Brown K., Rahman N. Sotos Syndrome // European
Journal of Human Genetics. — 2007. — Vol. 15. — P. 264-271.

6. Hyland S. Toward a behavioural phenotype for Sotos
syndrome // Clin. Psy. D. Thesis. — University of Birmingham,
2011.

N2 1(79), 2016

www.mif-ua.com 157



Opdanni xBopobn /Orphan Diseases/

N

7. Sotos J., Dodge P. et al. Gigantism in childhood. A syndrome
of excessively rapid growth and acromegalic features and a nonpro-
gressive neurologic disorder // N. Engl. J. Med. — 1964 Jul 16. —
Vol. 271. — P. 109-116.

8. Cole T.R.P., Hughes H.E. et al. Small cell lung carcinoma
in a patient with Sotos syndrome: are genes at 3p21 involved in both
conditions? // J. Med. Genet. — 1992. — Vol. 29. — P. 338-341.

9. Kurotaki N., Imaizumi K. et al. Haploinsufficiency of NSD1
causes Sotos syndrome // Nat. Genet. — 2002 Apr. — Vol. 30(4). —
P. 365-6. Epub 2002 Mar 18.

10. Tatton-Brown K., Douglas J. Genotype-phenotype associations
in Sotos syndrome: an analysis of 266 individuals with NSD1 aber-
rations // Am. J. Hum. Genet. — 2005b. — Vol. 77. — P. 193-204.

11. Sotos J.F. Overgrowth // Clin. Pediatr. — 1997. — Vol. 36. —
P. 89-103.

12. Tatton-Brown K., Rahman N. Clinical features of NSDI-
positive Sotos syndrome // Clin. Dysmorphol. — 2004. — Vol. 13. —
P. 199-204.

13. Baujat G., Cormier-Daire V. Sotos syndrome Orphanet // J.
Rare Dis. — 2007 Sep 7. — Vol. 2. — P. 36.

14. Sotos Syndrome: A Handbook for Families by Rebecca Rae
Anderson, J.D., M.S., Bruce A. Buehler, M.D., G. Bradley Schaefer,
M.D. (third edition, 2005).

15. Compton M., Celentana M. et al. A case of Sotos syndrome
(cerebral gigantism) and psychosis // Psychopathology. — 2004 Jul-
Aug. — Vol. 37(4). — P. 190-3. Epub 2004 Jul 2.

Kupunosa A.l., Tkadyk N\.U., MupoLiHnkoB A.A.,
O3B0 A.A.

'Y «/IHCTUTYT NeAnQTOMM, QKYLIEPCTBA

u rmHekonorim HAMH YkpauHbi»,

r. Knes

OP®AHHbIE 3ABOAEBAHNS:
CUHAPOM COTOCA C PACCTPONCTBOM
AYTUCTUYECKOTI'O CMEKTPA

Pesiome. CtaThs MmocBsieHa MmpobjeMe ophaHHBIX (pPEeIKHUX)
3a00JieBaHUI B HEMpOMeanaTPUIECKON MPakTUKe, a UMEHHO
cunapomy Cotoca. Ha ocHOBaHNY aHAIN3a COBPEMEHHOM JINTEPATYPhI
MpeaCTaBAeHO JeTalbHOE OMKMCAHUE KIMHUYCCKON KapTHUHBI,
TOIXOI0B K IMarHOCTUKE U JIEUEHUIO JaHHOTO 3a0oseBaHus1. Ocoboe
BHMMaHMUE B CTaThe YIeJIEHO BOMPOCY coueTaHusi cuHapoma Coroca
C paccTpoiicTBaMu ayTUCTUYECKOTO CIeKTpa y neteil. B HacTosiiee
BpeMsI JaHHast TpobJieMa MaJio TPe/ICTaBIeHa KaK B 3apy0eKHOM, TaK
U B OTEUECTBEHHOM inTeparype. [1pu o6cCe10BaHUK MALIUEHTOB C
paccTporCTBaAMU ayTUCTUIECKOTO CIIEKTPA WU 3a[ePKKOM MCUX0-
PEeYeBOTO Pa3BUTHS Y CIIELIMATMCTOB T0JKHA ObITh HACTOPOXKEHHOCTh
B OTHOIIIEHUY FT€HETUIECKUX CUHAPOMOB, KOTOPbIE MOTYT JIEXATh B
OCHOBE 3a00JIeBaAHMSI.
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ORPHAN DISEASES:
SOTOS SYNDROME WITH AUTISM
SPECTRUM DISORDERS

Summary. The article deals with the problem of orphan (rare)
diseases in neuropediatric practice, namely Sotos syndrome. Based
on the analysis of contemporary literature, a detailed description of
the clinical picture, approaches to the diagnosis and treatment of this
disease are presented. Special attention is paid to the combination of
Sotos syndrome with autism spectrum disorders in children. At pre-
sent, this problem is poorly represented in both foreign and domestic
literature. During the examination of patients with autism spectrum
disorders or delayed psycho-speech development, experts to be cau-
tious about genetic syndromes that may underlie the disease.

Key words: Sotos syndrome, cerebral gigantism, orphan diseases,
autism spectrum disorders.
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