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FEHETUYECKAS IMATHOCTHKA CITMHAJIBHOW MBIIIEYHOM
AMHOTPODHH

OHO naumesTa: _MIIK‘ICJI _

JlaTa poxcHus: [

Homep rccienopanns: [
Jlata BbIIAYH PE3yJIbTATOR: (it

OcymecrBiienue HCCJIeIOBAHMS: OCYIIIECTBJICHO MOJIEKYJISPHO-I€HETHYECKOE
uccnenosanue obpasna JIHK, Beyienennoro u3 nepudepuyeckoi KpoBH € LEbIO HCCIIEI0BaAHHA
7-ro 3x30Ha reda SMN1.

PesyabTar: romosuroruas jaenenus 7-ro ax3zona SMNI.

3aki0o9eHHe: B pe3y/bTaTe HCCIEN0BAaHMA, OCYLIECTBIEHHOro meroxoM mpsmoi JIHK-
JMarHOCTHKH, Y NMAallHEHTAa BBISBJICHA FOMO3MIroTHas Aenerus 7-ro ak3oHa reHa SMNI, kotopas
MOATBEPXKAACT AHATHO3 CITHHAIBHOM MBIIIEYHOH aMHOTPO(HH. CBAN

MAaxoHce KOHCylbmayuio ¢ np0¢lUleblM CReYUiIucmonm.

l_'—&
Orpalm'lemm TECTA: ,IIaHHbIH TECT HE JHArHOCTHPYET MAJICHBKHC BH)’Tpl

MYTAallHH, TETEPO3HTOTHYIO JEIEUHIO 7-ro 3k30Ha WiH de novo (He HaCJIeACTBEHHEIE) né&tum M
rena SMNI, koropele BcTpeyaloTcs coorBercTBeHHO B 3.4% u 2% ciyuaes, a T%ﬁ
KOJIMYECTBEHHBIEC H3MEeHEeHUs reHa SMN2,

HomotHHTeIbHAA HHpOpMALMA: JUIA CIHHALHON MblIeyHOM aTpoduu (spinal muscular
atrophy, SMA), BcTpevaromeiics yactoTon B 1/6000, xapakrepHa KJIMHHYECKasi TETEPOreHHOCTb.
OHa nejnuTcs Ha TPH MOATHIIA: 110 BO3PACTY NPOABJICHHSA H KIMHHYECKOMY TEYCHHIO OOJIC3HH.
910 ayTrocoMHO-peneccHBHas Oose3nb, 1 red SMN, oTBeTcCTBEHHBIH Ui 3TOH Oo0JIEe3HH,
HaXOJUTCS Ha XpoMOCOMHOM ywactke 5q13.2 u npoaybimposan. Bapuantr SMNI storo rena
[MOJIBEPXKEH JEJICLHH HJIM MyTallHH BO BCEX TPEX THIAX CIHHAJIBHOHW MbIICYHOH aTpoduu.
Ox0410 95% DnanHeHTOB €O CHHHAJLHOH MbIEYHOH arpodueli HOCAT rOMO3ZHIOTHYIO
nejenuio 7-ro sx3ona rena SMNI. A y TeX DalHEHTOB, Y KOTOPLIX JAHArHOCTHPOBAHA TOJIBKO
onHa neneuus reia SMNI, BbIABISIOTCA TAKXKE BHYTPHICHHbIE MyTauuu. Yacrora 3/10poBBIX
HocuTeser rereposurotrHoro resa SMNI cocrasiser 1/40.

K. 0. H. Babuksu /1. T. /moamuce, neyats/
Pyk. reHOMHOH CI1y>KOEI
EBponelckuii KJIMHHYeCKHH 1aDOpaTOPHBIH FreHETHK

TlepeBot BEIMONHEH MHOM ITHCEMEHHO, IOJOCTBIO H BEPHO.
Tlepesena SMMA MUP305H ﬂ
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