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FeHeTuyeckas AnarHocTMkKa cnuHanbHou Mblwe4vyHou atpocdum (SMN1 1 SMN2)

MNokasaTenb PesynbTaTt Ped. 3HaueHus
eneunn He obHapyxeHo. OBHapyXeHo OOGHapyXeHOo 2 Konuu 7-ro 9k30Ha reHa
OK30H 7 rena SMN1 A > KonAn 7.1 taora o SMNT, > SMNH.
3K30H 8 rena SMNA Oeneuunn He obHapyxxeHo. OBHapyxeHo O6HapyxeHo 2 konuu 8-ro aK3oHa reHa
2 konum 8-ro ak3oHa reHa SMN1. SMNT1.
OnpeaeneHme KONMIECTBa Konuii reHa SMN2 KonnyectBo Konwﬁr;ﬁ:a SMN2 - 2 konuu | KonnyecTtBo konum :::: SMN2: 0-4 konwui

KommeHTapum k npo6e: Npu 0TCYTCTBMM rOMO3UrOTHON Aeneunn 7-ro n/unm 8-ro ak3oHa reHa SMN1 MOXHO UCKITIOUNTE CNIMHAMNBHYHO
MblLeYHyto aTpoduio B 90-95% cnyyaes. Npu reTepo3nroTHOM HOCUTENBLCTBE Aeneunn 7-ro n/vnu 8-ro sk3oHa reHa SMN1
3aboneBaHne MOXeT pa3BMBaTbLCS NPU HaNM4MM LONONHUTENBHON ToYeYHON abeppaunn. CnuHanbHasa MblleyvHas atpodus,
accouunpoBaHHas c reHom SMN1 —npeacTaBnsieT coboi HEMPOMbILLEYHOE ayTOCOMHO-PELIECCHBHOE Nporpeccupytolee
3aboneBaHue, xapakTepuaytoLieecs gereHepaumein HAKHUX MOTOPHbIX HEMPOHOB, pacnonaratLmxcs B NepegHnx porax CrMHHOro
MO3ra 1 B siApax CTBosa rornosHoro mosra. [laHHasa natonorusi B 90-95% crnyyaeB Bbi3biBaeTCsl rOMO3UroTHOM Aeneuuen reHa SMN1,
KoaupytoLero 6enok Mapkep BbbKnBaeMocTu HempoHoB (survival motor neuron — SMN). OctankeHble 5-10% npuxoaaTcs Ha
KOMMNayHAHble reTepo3nroTHble MyTauny U TodeyHble MyTauun. BospacT nosiBNeHus nepBbiX CUMNTOMOB U TAXECTb TeYeHUs
3aboneBaHusa Npu 4aHHOM TUMNE MyTaLMM CUINbHO BapbupyeT. B 3aBMCMMOCTY OT BpeMEHW NepBbIX NPOsIBNEHUA 6onesHn
3aboneBaHue gensaT Ha crniegyowme Tunel: 0, 1, 11, 11, V. 3abonesaHne HacnegyeTcsi N0 ayTOCOMHO-pELECCMBHOMY TUNY, TO €CTb
nmeetcs 25% pucka pa3sutusa 3abonesaHus y NOTOMKOB. [laHHOe uccnefoBaHue He BbiiBRsieT peakyto dopmy HocutenbcTea 2,0.
AHanuTnyeckas 4yBCTBUTENbHOCTb 1 cneumguyHocTb TecTa coctaBnseT 99%. MNpeacraBneHHble AaHHbIE U MHTepnpeTaums
pe3ynbTaToB COOTBETCTBYIOT pekoMeHaaumsam American College of Medical Genetics, a Takke European Molecular Genetics Quality

Network.
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