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DenepaibHOE TOCy1aPCTBEHHOE GI0ZKETHOE HAYTHOE YUpeKIeHHE

M r H u «MEJUKO-TEHETUYECKHUHN HAYYHBIN LIEHTP»
B A B (PI'BHY «MI'HI»)
25 aBrycra 2022 r SAKJIIOYEHHUE

Pebenox Cmenanosa Anacmacus Cepzeesna 6 nem (20.01.20162.p.)
Koncynptposana 8 MI'HL] ¢ nienbro yrousenns auarnosa.

IIpu obpatenun kanobbl Ha HU3KHIT MBILNEYHBIN TOHYC, HAPYIIEHHe KOOPIMHALMHY,
OTCYTCTBHA CaMOCTOSITEIBHOW XOIbOBI (MOXKET XOIMTH € TIOMIEPKKOH 3a 1 pyky),
KOCOTJIa31e, KaTapakTy, 3aJepXKKy PEUEBOr0 pa3BUTHSI.

Ilpu mposenennn MPT ronosroro Mosra BeisIBIIEHa aTpo(Hsi MOBKEUKA.
OnrakTuBHOCTH Ha DI He BBISABIIEHO.

[lpn mpoBeieHHHM KIMHAYECKOTO CEKBEHMPOBAHUS HK30Ma C LEIBI0  TIOMCKA
MaTOr€HHBIX BAPHAHTOB, ACCOIMMPOBAHHBIX C HACJIEACTBEHHBIMU GOpMaMM 3aJepIKeK
MOTOPHOTO M ICHXO-PEYCBOTO PA3BUTHUS, ATAKCHU, IU3APTPHUH, aTPOMHH MO3KEUKa,
Kocornasus, JHUEBbIX aucMopduif, a Takke ¢ OPYrMMH  HAcJe]CTBECHHBIMU
3a00JIEBAHUSIMH  CO  CXOJHBIMH  (DCHOTUNUYECKHMH NpPOABICHHAMH  BBISIBICHA
ONMCaHHasd paHee KaK MaToTreHHas MHCEpLHd B OK30He 9 rena S/LJ, npuBoasmas K
CHABUTY PaMKM CUMTBIBAHHS C ITOSABIEHHEM CalTa MPEKIEeBPEMEHHOH TepMHHALIMH
Tpaciauuu ¢ 317 nozuuuu OeIKoBOMH HEeMU B rOMO-/TeEMH3UTOTHOM COCTOSTHUH.

llpu mnpoBejeHMM KOMIUIEKCHOI'O aHalM3a METOAOM IPSAMOr0 aBTOMATHUECKOro
cekBeHHpoBaHHsA 10 CeHrepy BBIABIEHHBIM TnaroreHHblit BapuanT ¢.947dup
MOJTBEPK/ICH Y JIEBOYKH B TOMO3MIOTHOM COCTOSHUM. Y €€ OTLa MU MATEPH BBIABIIEH
naToreHHelii BapuaHT ¢.947dup B reTepoO3UTOTHOM COCTOSIHMH, M OHH ABJIAOTCA
3I0POBBIMH HOCHUTEIISIMH.

Y crapuiel cectpsl oOparuBLIelics W3MEHEHHH HYKJIEOTHHOHW MOCIIEN0BATENbHOCTH
c.947dup B rene S/LI HE BBIABICHO.

VuuTeiBasg ~ JaHHBIE ~ aHaMHe3a, OOBEKTHBHOTO  OCMOTPA,  JOIOJIHHTENBLHBIX
WCCIIEIOBAHMI, KaI00bl UMEET MECTO

Huarnos:  Cunopomom Mapunecky-Illézpena (Marinesco-Sjogren syndrome,
OMIM: 248800), oobycroenennstii mymayuamu ¢ 2eHe SILI ¢ aymocomHo-
Ppeueccugnbim muUnom HAcAe008aHUA.

JlMarHo3 TIOATBEPKIEH MOJIEKYJISIPHO-TEHETHUECKMM METOJaMH M COBIAJaeT ¢
HaOMOAaeMOl KITMHHYECKOH KapTHHOA.

JanHoe 3a0o0eBaHue HaceyeTcs Mo ayTOCOMHO-PEIIECCHBHOMY THITY HACIIEIOBAHHUS,
pacdeTHasl BEPOATHOCTh [IOBTOPHOTO C/1y4asl B CeMbe cocTaBiaeT 25% He 3aBUCHMO OT
noJa pedenka. Bo3amoixkHa peHaTanbHas TUarHOCTHKA.

Pexomenayercs:

Habmoienue B AuHaMuKe OQTaNbMOIOra, HEBPOJIOTa, IICUX0JI0Ta (OIeHKA TI0 IIKaIe
Bekciiepa B JMHAMUKE) 110 MECTY KHUTEIbLCTBRA.

Pacemotpets Bonpoc o nposegennd MCOK.
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