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Habop onsa obHapy)xeHus 2zeHa MOMOPHO20
HelupoHa evDiueaHus yenoeexka 1 (SMNT1)

(MmemoO lNLjP-kpueou nnaeseHus)

CnvHanbHaa MblweyHaa aTtpoouma (CMA) - ayTOCOMHO-peuLeccMBHOE reHeTuyeckoe 3abosieBaHue,
XapakTepulyrouieecsa gereHepaynen gsuratebHblX HEMPOHOB B NepegHEM pore CIMHHOIoO Mo3ra, Kotopas
KAMHUYECKN NPOABAAETCA Mporpeccupyrowen u CUMMETPUYHOW MbllleYHOW cnabocTbto, atpoduen wu
napainyoM B MPOKCUMMaANbHOM OTAesie KOHeYHOCTU U TynoBuuia. SMN1T ABaseTca OCHOBHbIM MAaTOreHHbIM
reHom CMA. Y 95% naymneHtoB co CMA Habntogaetcs romo3uroTtHas geneuma SMNT B ak30oHe 7. OcTtaBlimecs

5% AEMOHCTPUPYIOT retepo3nroTHyro geneunto SMNT B 3k30He 7 M TOYEUHYHD MYyTauuK, COeAUHAOLWYHO
reTepo3nroTHyro geneymnto SMNT.

OcHOBaHHbIN Ha MeToge KpuBowu nnasneHma MNLUP, Habop agna obHapy>XeHna reHa MOTOPHOTIO
HenpoHa BbhknBaHua yenoseka 1 (SMN1) komnaHum TAHbAYH UCNONb3YyeTCA ANA onpeaeneHuns
Konunyectea konnn SMN1 B s3k3oHax 7 n 8 reHomHon [AIHK yenoBeka. 1ot Habop noagxoanT Anf
BCNOMOraTesbHOUN gnarHocTukm nayneHtos ¢ SMN1 n ckpnHuHra Hocutenen reHa SMNT.
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YMeHbLUeHHasa CNOXKHOCTb

TanbnyH Gentier 96E aBToMmatnsnpyer
MCXO4Hble AaHHble B NporpaMMHoe
obecneyeHne AnA aHann3a
MHOXECTBEHHbIX KPUBbIX MAaBAeHNA ANF
aHanu3a

Hu3kaa koHueHTpauna obpasuya

MunHUManbHaa KOHUEeHTpauua Aans
onpeaeneHna obpasua B Habope

2-3 yaca C Ucnoab3oBaHuem BcCero
coctasasfeT 10 Hr/Mmkn

60 MUHYT NPAKTUYECKOroO BPEMEHM

CKPUHWUHT HOBOPOXAEHHbIX
CKPUHWUHT HOCUTENEN

Bbicokasa TOUHOCTb bonbwaa AOCTYNHOCTb
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NHmepnpemayusa 0aHHbIxX NHgpopmayusa o 3akase

PucyHok 1: SMN1 9k30H 7 PucyHok 1: SMN1 Dk30H 8
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Habop ana obHapy>XeHnAa reHOB MOTOPHOTO HeMpoHa
BbDKMBaHUA yenoeka 1 (SMNT1)
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Homep B KaTanore P124H

>2 copies

2 copies

XapaKTepUCTUKn 32T/Habop

O6pasen O6pa3sey LeNbHOW KPOBM C aHTUKoaryaaHtom DATA
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LleneBou reH SMNT1 B 3k30He 7, SMN1 B 3k30He 8

MaymneHt ¢ CMA: konna SMN1=0, romo3urotHasa aeneumns
Hocutenb CMA: SMN1=1 konusa, retepo3nrotHasa geneuunsa

XpaHeHue n cpok -25°C~-15°C B TeueHune 10 mecsaues

lMpumeuaHue: TAHbAYH uMeem nameHm HA npo2pamMmMmHoe obecneyeHue 019 AHA/U3A MHOXECMBEHHbIX KpUBbiX N/1assieHus, AeNCTBUA
Komopoe no3zgosisem obecnedyumos cmaHOaApMuU3UupoBaAHHYH UHMepnpemayuro 0aHHbIX U u3zbexxame owubok 8 pacyémax.
Mo>kHO ykazame HOMep Konuu, u pesysemamel Mo2ym 6bimb 60/1ee MoYHbIMU U HAOEXHbIMU. anMEHMMoe Roche Light Cycler® 480, Tianlong Gentier 96E/96R
obopyaoBaHue cuctema lNUP B peanbHOM BpemeHU
Tabauuya 3:Habop SMN 1 ot TAHbAYH U Habop ¢ ncnonbszoBaHmem metoga MLPA (3k3oH 7 SMNT1)
Ceptndunkauns CE/NMPA
.
Metoa MLPA
5 NToro
0 konun 1 konus KeTLN. 1
bonbue .
: ; [Ipoyecc aHanusa
Habop
TAHNYHb 1 Konus 0 31 0 31
SMN 1 5 Ko 1 Céop 2 JKCTpakuusa 3 O6Hapy>xeHue 4 IAVTEVER
6K i ol 0 0 1171 1171 o6pasuoB HYKJIEMHOBbIX KUC/NOT metoaom MLP " oTuer
ONblUe |
NToro 261 31 1171 1463

Tabanuya 4: Habop SMN 1 ot TaAHbAYH U Habop ¢ ncnoab3zoBaHmem metoaa MLPA (3k3oH 8 SMNT1)

Metoa MLPA Cmeia :
5 NToro
0 konuw 1 konus SRR i
bonbLue
+» WN3Bnekute 2-5 MN BEHO3HOM o3+ Habop ana nspneveHnsa HyKNeUHOBLIX «% Habop ans obHapy>KeHus reHoB o> Habop gna obHapyxeHna SMN 1 ot
0 konuu 236 0 0 250 KPOBW C MOMOLLbHO KMCNOT M3 L,ebHOW KPOBU TAHbAYH ABUraTeNIbHOro HeMpoHa BbIXXWUBaHUSA 1 TAHbAYH MOXeT gnddepeHLMpoBaTh
OZHOPa30BOro CTepUNbLHOro % Tianlong GeneRotex 96/Libex oT TAHbAYH (SMNT) 0,1Twn 22 konun SMNT1 B 3k30He 7 1
Haﬁop 1 RpERe PR SR “* Cwucrema MLP B peaibHOM BpeMeHU SRBEHE b ;
Ta H/Z1YHb £k 0 >4 0 >4 CTEK/IAHHYI NPOBbupKy, Tianlong Gentier 96E cnonb3yertca ans BCnomoraTebHOW
cofepXKaluyro aAnarHoctnkum naymeHtos ¢ SMN1 um
SMN 1 2 KOMUU U SATA-aHTUKOArynaHT. CKPUHWUHIa HocuTenen reHa SMN'
0 0 1173 1173
bonblie
NToro 236 54 QI8 1463
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lpumeyaHue: Pe3ysbmamel nokaseiearom, yumo yacmoma coenadeHusa 0deyx npodykmoe e obpasyax ¢
pa3HeiM HomepomMm konuu SMNT cocmaensaem 100%.
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