Short Report

KpaTtkue coobwieHus

KAMHUYECKUM CAyuYan peAKOro reHeTMueckoro saboneBsaHuna

(cuHapoma Mpaya) y pebeHka

Clinical case of a rare genetic disease (Proud syndrome)

the child has
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AKTYaAbHOCTb. KAMHMYECKAA AMArHOCTUKA PEAKMX TeHe-
TUYECKUX 3ab0ONEBAHUI OKa3bIBAETCA 3aTPYAHWUTEABHON BBUAY
HEeYacToro ynoMWHaHuWA B AWMTEPAType M MaAOW OCBEAOM-
AEHHOCTM O Hel cneunanuctoB. CuHApom [Mpays o6ycAoB-
AEH MyTauuMAMU rOMeobOKCHOro reHa ARX, KOAMPYHOLLErO
OAHOMMEHHBIN 60K, ABASIOLLMIACS GAKTOPOM TPAHCKPUMLIMK.
MyTtauun reHa ARX NpUBOAAT K HapyLeHUo AnddepeHLMpoB-
KW Y MUrpaLIMU KAETOK B aMOpUOreHese, B YacTHOCTH, B FONOB-
HOM Mo3re. 3aboAeBaHWe XapakTepuayetcs X-CLEeMNAEHHbIM
TMNOM HacAeAOBaHUSA, Yalle BCTPEYaEeTCs Y MaAbYMKOB, CPEAU
AEBOYEK MOXET BO3HMKaTb B 38% cAyyaeB. AAA MaTOAOTMK
XapaKTepHbl areHe3uss MO30AMCTOro TeAa, Mukpouedarus,
3aAepXKa MCMXOPeYeBOoro PasBUTUA, 3MNWMAENCUS U ClacTUy-
HOCTb, BO3MOXHbl CKEAETHbIE MaAbPOpPMaLIMK, aHOMaAUK pas-
BUTUSI MOAOBbIX OPraHoB.

Llenb. MpeacTaBUTb KAMHUYECKUIA CAyYan cMHAPOMa Mpaya.

KAanHuueckuin cayyam. MaumeHtka A., 9 AeT, SKCTPEHHO
NnocTynuAa B OTAEAEHME peaHWMauMU U MHTEHCUBHOW Tepa-
N1 B CBA3U C YacCTbiMW, NOBTOPSOWMMUCA Kaxable 10 MUH
reMUKOHBYAbCUBHbBIMW CYAOPOraMu, He KynupyemMbiMW MHOrO-
KpaTHbIM BBEAEHWEM AMalenama. AKyLIepcKo-O1MOAOrMUYECKH
aHaMHe3 6e3 ocobeHHocTel. CeMenHbIi aHaMHEe3 OTAroLLEH
HaAMUMEM Yy npapesa v 6abyliku MO AMHUKM OTLA FeHepaw-
30BaHHbIX CYAOPOXHbIX NPUCTYNoB. B aebtote 3aboneBaHUs
y MauUMEHTKU OTMevyanucb ¢ebpuabHble cyaoporn. PebeHok
C paHHero Bo3pacTta HabArAAACA MO MOBOAY 3MWAEMNCUU C TEH-
AEHUMEN K CTaTyCHOMY TEUYEHMIO, XapaKTepU3YoLWENCs TPYyA-
HO KYNUPYEMbIMUW 3MUAENTUYECKMMU MPUCTYNaMKU C YacTOTOM
4 pa3za B rop. AN KyNUPOBaHWUA CYAOPOT MPUMEHSAAUCH KOM-
6MHALMU aHTUKOHBYAbCAHTOB, YAYULLIEHWE HABAOAAAOCH MPU
CcoYyeTaHUW KAOHa3enama ¢ Tonupamartom. lMpu npoBepeHUK
KOMMbIOTEPHOW TOMOrpadun FOAOBHOMO MoO3ra O6HapyxeHa

AMCTEHe3nss MO30AUCTOrO TeAa, MPU MarHWUTHO-PE3OHAHCHOM
TOMOrpapun — areHesanss MO3OAUCTOrO TeAa, rMnoTPoPUsA
runnokamna, HapyleHue MWEeAMHU3auuu, NPU3HaKku artpo-
dumn. Ha ocHoBaHWM GbapMaKkope3UCTEHTHOCTU IMUAENCUN, ee
CTaTyCHOro TEeYeHWs, HaAMuMA MOpoKa pPas3BUTUA TOAOBHOIMO
MO3ra BO3HWKAO MOAO3PEHWE Ha reHeTuyeckoe 3aboneBa-
HUe. MOAEKYAADHO-TEHETUYECKOEe WCCAEAOBaHWe Mo naHe-
A «HacAeACTBEHHbIE 3MUAENCUU» BbIABUAO NATOrEHHYHO AAA
cuHapoMa lMpaya MyTaumio reHa ARX. Ha MoMeHT nocaepHen
rocnuTann3aummn y nauMeHTKHn OTMeyaloTca MuKpouedanms,
BblpaXeHHOe OTCTaBaHWe NCUXOPEYEBOro Pa3BUTHUA C MOAHLIM
OTCYTCTBMEM PeuUn, CTEPEOTUNUN B BUAE pacKayMBaHus, coca-
HWA NanbLa, ayTUCTUKONOAOBHOE NoBeAeHKe. Ha aneKTpoaHLe-
danrorpamme GUKCMpoBaAaChb MUAENTUPOPMHAN aKTUBHOCTb.
KombrHMpOBaHHas Tepanusi AakocaMUAOM, KAOHa3enamom,
nepammnaHeAOM MO3BOAMA@ KynUpPOBaTb IMUAENTUUECKUI CTa-
TYC, YBEAUYUTb CMIOHTAHHYIO ABUraT€AbHYHO aKTUBHOCTb.

06¢cyxaeHUe. KAMHUYECKMe CcUMNTOMbl 3aboneBaHUs
y NauneHTKU UMERT CXOACTBO C GEeHOTUNOM CUHAPOMa [paya,
OMUCaHHbIM B AUTepaType. Y pebeHka OTCYTCTBYHOT CKeAeTHbIe
ManbdopMaumMm U aHoOMaAuM PasBUTMA MOAOBbLIX OPraHoB.
AnarHo3 6bin MOATBEPXAEH pe3yAbTaTaMi MOAEKYASIPHO-TEHE-
TUYECKOIO UCCAEAOBAHMSA.

3akAatoueHue. B cBA3M ¢ HekypabenbHOCTbO 3aboneBa-
HUA, GapMaKopPE3UCTEHTHOCTLIO 3MUAEMNCHUM, 3aAEPXKKOW NCH-
XOpPEYeBOro pasBUTUSA NPOrHo3 y pebeHka HebaaronpuAr-
Hblil. HeobX0AMMO AaAbHeNLee AMHaMUYeckoe HabAopeHue
HEeBpOAOra, reHeTMka W neauatpa, NoCTOAHHOE NPUMEHeHue
NPOTUBOCYAOPOXHOW Tepanuu. TpebyeTcs npoBeAeHUe Cek-
BEHUPOBaHUA Mo CeHrepy METOAOM «TPUO» AASE OMpPEAENEHUSA
reHesa Mytauuu reHa ARX y naumeHTku. Poautensam pebeHka
Aa@Hbl PEKOMEHAALMUN MO AAAbHEWLLEMY AETOPOXAEHUIO.



