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Hacrosiass WHCTpyKUMsT 1O TIPUMEHEHHUIO (llajee - WHCTPYKIIHS)
pa3paboraHa ¢ menplo co3gaHus A(PGEeKTUBHOTO MeToJa MOJEKYJISIPHO-
F€HETUYECKOTO TECTUPOBAHHUS HA HOCUTEILCTBO Aejennu 7 s3k30Ha reHa SMIN1,
KOTOPBII MOXKET OBbITh MCIOJIb30BAH B KOMIUJIEKCE MEAUIIMHCKUX MEPONPUITUI
JUISl TUATHOCTUKUA M MEAUIMHCKON MPO(UIAKTUKU CHUHAJIBHOW MBIIICYHOM
arpodun (mmdpp MKb-10 G12.0-12.1).

ObJsacTh NpUMEHEHHU S

WNHcTpykuius mipeaHa3HaueHa s Bpaded J1abopaTopHOM JUAarHOCTHKH,
BpAaue€U-T€HETUKOB,  Bpadye€l-IeAUaTpOB,  BpPauyCl-HEBPOJIOIOB,  Bpayew-
aKyIIepOB-TUHEKOJIOTOB.

IToka3zaHus K IPUMEHEHMIO!

HaJIMYWE B CEMbE MAIMEHTA C YCTAHOBJIECHHBIM JIMArHO30M CIUHAIBHOMU
MBITIIEYHOH aTpOQHH.

BBISIBICHUE HOCHUTENIbCTBA Jenenuu /7 5k30Ha reHa SMNI1 y gunm,
IJITAHUPYIOLINUX JIETOPOKICHUE.

MpeHaTajdbHAsl JUArHOCTHMKA B CEMbSIX TOBBIIICHHOTO pPHUCKa II0
CIIUHAIBHOUW MBIIIEYHOU aTpoduu.

IIporuBONOKa3aHUA K NIPUMEHEHHIO: HET.

IlepeyeHb HEOOXOAUMBIX METULIMHCKUX H3IEJIHI.

Memuuunckue  usnenus s Beigenenusa  JHK; npoBenenHus
MYJbTHIUICKCHOW — amMIUMUKanuu  JurupoBaHHbiXx  30HI0B  (MLPA);
MPOBEACHUS KOJIMYECTBEHHOW  (DIIyOpPECIEHTHOM TMOJIMMEPA3HON  IETTHOM
peakuuu (KO-TILP); ananu3a 1 JOKyMEHTAIIMU MTOJTYYECHHBIX PE3YJIbTATOB.

MarepuaJ st HcCaeJ0BAHUS

buonornueckum wmarepuanom A uccienoBanus sBisgerca  JHK,
BBIZICJICHHAs M3 JIEHKOUUTOB TMepudepruyeckoid KpOBH YEIOBEKa, BOPCUH
XOPHOHA, KyJIbTUBUPYEMBIX KJIETOK aMHUOTHYECKOU )KUIKOCTH, IPYTUX TKAHEU

YCJIOBCKA.



Jdranbl MOJIEKYJISAPHO-TEHETHYECKOI0 TeCTUPOBAHUS Ha
HOCHUTEJbCTBO JAeJienun 7 3k30Ha reda SMIN1.

NudopmanioHHpld 3Tan — TOJIydeHHe HHOOPMHUPOBAHHOTO COTJIacHs
MAIMEHTA B JBYX SK3EMILIAPAX COTJIACHO MPUIIOKEHHUIO.

Ortan tectupoBaHusa - Bwiaenenue JJHK, omnpenenenue uwucia xonuit 7/
sk30Ha reHa SMN1 metogom MLPA unu KO-TIIIP.

AJITOPUTM TECTUPOBAHUS HA HOCUTEJILCTBO JI€JIEIIMM 7 HSK30HA TIeHa
SMN1 mpuBomsmieli K pa3BUTHIO CIUHAIBHOW MBIMIEYHOW aTpoduu
MIPEJICTABIICH HA PUCYHKE.

Boigeaenue JHK.

Boinenenne JIHK, copOupoBaHHOW Ha HOCUTENSX JUIsl MPOBEIACHUS
MOJIEKYJISIPHO-TEHETUYECKUX HCCIIEIOBAaHNM, IIPOBOJUTCS COTJIACHO
PEKOMEHAALNSIM IMPOU3BOIUTEIIS.

Boinenenne JIHK w3 nelikoruToB mnepudepruyeckoil KpoBH, BOPCHUH
XOPHUOHA, KYJIbTUBUPYEMBIX KJIETOK aMHUOTUYECKOU )KUIKOCTH, IPYTUX TKAHEU
YeJI0BEKa MPOBOJAUTCS COTJIACHO CTAHAAPTHBIM METOIAM.

Omnpenesenue yncaa konuii 7 3x3ona resa SMN1 meronom MLPA
nan KO-II11P.

MognekynsipHasi AUAarHOCTHMKA HOCUTENbCTBA JEJIEMKM 7 HK30HA T'eHa
SMNI1 npoBoautcst nuarHoctudeckum Habopom MLPA PO60-SMA.

[Iposenenue peakuuu MLPA.

Henarypanus JTHK:

B mpobupku BHECTH 1O 5 MK pacTBOpa, coaepxkamiero 50-100 ar JJHK
(10-20 ar/mkn);

[IpoOupku MOMECTUTh B aMIUIMPUKATOP W TMPOBECTH TMEPBUUYHYIO
JeHaTypalu 00pas3ioB 5 MuH. npu 98 OC, 3aTEM OXJIAJIUTH JI0 25 oC.

['ubGpuar3aoHHas peaKIus.



[IpuroToBUTH TUOPUIM3AIMOHHYIO cMech: cMemath 1,5 mMxan MLPA-
oypepa u 1,5 Mxa cmecu MLPA-30HIOB 111 KaXXJIOr0o aHaJIU3UPYEMOTO
obpasna JIHK.

JloGaBuTh 3 MK THOPUAM3ALMOHHOM CMECH B KaXAYyH HpPOOHUpKY,
COZEPIKALLYIO oOpa3ery JNCHATypPUPOBAHHOU JTHK. [Tepememarh
MUTICTHPOBAHUEM.

IIpoROIKHTH TIpOrpaMMy ammumndukatopa: naKyGamus 1 mum. npu 95 °C,
3aTeM HHKy6amms 16-20 gac mpu 60 °C.

Jlurasuas peakuus.

[IpUroToBUTH JNUTa3HYIO CMECh: 3 MKJ JIMrazHoro oydepa A, 3 Mk
aurazHoro oydepa B, 1 Mk JIurasei-65 u 25 mxn ddH,0 qyist kaxaoro oOpasia.

OxmaauTh 00pa3iibl 10 54 °C.

Jlo6aBuTh 32 MK JIMTA3HOW CMECH B KAXKIYIO MPOOMPKY M aKKypaTHO
nepeMeIiaTh TUIEeTHPOBAHUEM.

IIpono/mKHTH mporpamMmy: naKyOarms 15 mun. npu 54 °C, 3atem 5 mun.
npu 98 °C.

[II1P-peakuus.

[TpurotoButh II{P-cmech: 2 mkn IIIP-mpaiimepoB, 0,5 mkn SALSA
nonumepassl u 7,5 mxit ddH,0 niisa kaxgoro odpasia.

OxyaauTh 00pasIsl 10 20°C. Jo6asute 10 mxn ITI[P-cmecu B kaxmayto
POOHPKY M aKKypaTHO TepeMeniaTh MUIIETHPOBAHUEM.

TIpoROIKHTH TIpOrpaMMy ammmndukaropa: 35 mukiaos: 30 cex. mpu 95°C,
30 cex npu 60°C, 1 muH. pu 72°C, nanee koHeuHas >1oHrarws 20 MUH. npu
72°C.

OO0s3aTeNbHBIM ~ YCJIOBUEM TPU  TMPOBEJICHUU PEAKIUU  ABISIETCS
UCIIOJIb30BAaHUE HE MEHEE TPEX MOJIOKHUTEIbHBIX KOHTPOJBHBIX OOpa3IoB, B
KaueCcTBE KOTOPHIX MOXHO wucnosib3oBarh JHK kinuHuuecku 310poBOTO

JIOHOpA.



OG6006IENRHAs TPOrpaMMa TEPMOLMKIIEPA, HEOOX0AUMAas IS TIPOBEACHHUS
peakuuu MLPA:

nenatypauus JJHK: 1) 98°C — 5 munyT; 2) 25° C — naysa;

rubpuansanuonnas peakuus: 3) 95° C - 1 munyra; 4) 60° C — may3a;

murasHas peaknus: 5) 54° C - maysa; 6) 54° C - 15 munyt; 7) 98°C - 5
munyT; 8) 20° C — naysa;

[TLP-peakuus: 9) 35 muknos: 95° C — 30 cexynx; 60° C — 30 cexyny; 72°
C — 60 cexynz; 10) 72°C - 20 munyT; 11) 4°C — xpanenue.

@®parmenTHbl aHanu3 MLPA-ponyKTOB Ha TEHETUUECKOM aHAIM3aTOPE
ABI3500.

[IpuroroButh 0Opa3lbl IJisi HAHECEHUA HA Kamuwuisip, cmeman 1,0 MK
MLPA-tipoaykToB, 0,5 MKII MEUEHBIX CTAaHJAPTOB MOJEKYJSIPHBIX BECOB U 8,5
Mk popmamuaa (HiD1);

[IporHKYOHPOBATH TONYYEHHYIO cMech 5 MuHYT rmpu 95° C; ¥ 0XJIaauTh
1o 4 °C.

[TomecTuth cMechb B aHanU3aTop. ONEeKTpodope3 MPOBOAUTCA MPH
CIICAYIONIMX MapaMeTpax: JUIMHA Kamuuiipa 55 cM, BobTax uHbekiun 1,6 KV,
BpeMs uHbekuu 15 cexynn, nonmumep POP-7, Bonbrax snexkrpodopesa 10 kB,
BpeMsi AyiekTpodopesa 55 MUHYT.

AHann3 TaHHBIX

[IpeaBaputenbHas 00paOOTKa JAaHHBIX BBIINOJHSIETCS C MOMOIIBIO
CTaHAAPTHOIO TMAKETa KOMIIBIOTEPHBIX MPOrpaMMm Uil TE€HETUYECKOIo
ananu3aropa. I[loBonuTtcst Bu3yanbHas OLIEHKAa KayecTBa MHUKOB: MX HAJUYUE,
ekTpoopeTnyeckasl MOJABMKHOCTh, HHTEHCUBHOCTh CHUTHAJIa, HaJIU4YHe

HGCHGI_[I/I(I)I/I‘IHBIX CHUT'HAJIOB.



AHanu3 AaHHBIX MPOBOAMUTCS C MOMOIIBIO MPOrPAMMHOT0 0OECTIeUeHHs,
npeaHa3HayeHHoTo sl 00padoTku pesynbratoB MLPA tuna Coffalyser.Net
WM aHAJIOTUYHOTO.

HNutepnperaiusi pe3yiabTatoB. KoaudecTBEHHOE COOTHOIICHUE BEIIMYUH
UCCIIETyeMbIX M KOHTPOJIBbHBIX (PparmeHToB <0,6 - ogHa xomus reHa SMNI,
reTEePO3UTOTHBIN HOCUTEND Jeneuu. KolnuecTBEeHHOE COOTHOIIICHUE BETUYUH
uccieayeMbix U KOHTpoJibHBIX (parmentoB 0,9-1,1 - nBe xonuu rena SMNI,
HOCHUTEIBCTBO JICJICIINU 7 3K30HA UCKITFOUYEHO.

Boinosnenus K®-ITLP.

[TIposenenue I11IP.

[IpuroToBUTh HEOOXOAUMBIA O00BEM aMIUIMGUKAIIUOHHOM CMECU U3
pacuera 20MK1 Ha peakiuio. CMech ¢ KOHEYHBIM 00beMOM 20 MKJ COACPIKUT
IxXITLIP 6ydep, 1.5MM MgCl12, 200 mxM dNTP, o 2 nmons nparimepoB SMN-
7F 1 SMN-7R u o 2 nmone npaitmepoB BRCAIEI1-F u BRCA1E11-R u 0,5

CAWHUI aKTUBHOCTH ITOJIMMCPA3bI.

Tabnuna — HyxkieotuaHas MOCIEIOBATENBHOCTh —MpaiMepoB s
aMILTA(pUKamm.

SMN-7F 6-FAM-CTATCAACTTAATTTCTGATCA

SMN-7R CCTTCCTTCTTTTTGATTTTGTTT

BRCAI1E11l-F 6-FAM-TGATTTGAACACCACTGAGA

BRCA1E1l-R CCGCCTATCATTACATGTTT

B npo6upku pis [P BHectn mo 20 Mxa amMminuKalMOHHON cMecH U
anammzupyemyto JIHK B konmmuectse 50-100 Hr.

[IpoOupku nmoMecTuTh B TEPMOIMKIIEP U IIpoBecTu AeHarypanuio JJTHK B
teueHue S MuHyT nipu 95°C. 3arem BbIMOTHUTH 30 HUKIOB aMIUTM(UKAIIANA TPU

CJIEIIOIIMX TEMIIEpaTypHO-BPEMEHHBIX YycIoBUAX: 30 CeKyHI JeHaTypaiuu




npu 95°C, 30 cexynn orxkura nipu 55°C u 30 cexynna cuntesa npu 72°C. Ha
3aBepIIAOIICH CTaIul CUHTE3a TPOOUPKHU BBIJIEpKUBaIOTCs 7 MUHYT Tipu 72°C.

[Tocne oxonuanwus I[P oOpa3iibl TOMECTUTH B XOJIOAUIbHUK.

IIpoBenenne pecTpuKLUH.

Cwmech Ju1st IPOBEJCHUSI PECTPUKIIUM 00BEMOM 18 MKII COAEPKUT: 6 MK
[P npoxykra, 1x pecTpukuuoHHbIM Oydep M S5 €IUHHULIBI AKTUBHOCTH
pectpukTtassl Dral. UukyOupoBats B Teuenue 16 yacos mpu 37°C.

@parMeHTHbI aHAIW3 MPOAYKTOB PECTPUKIMM HA TIE€HETHYECKOM
ananuzatope ABI3500.

[Ipoayxt pectpukuuu B koauyectse 0,5 Mk cMemars ¢ 0,5 MKII Mapkepa
mouekysipaoro Beca LIZ 500 u 9 mxn gpopmamuna. Cmech UHKyOHpOBaTh 3
MuHyT Tipu 95°C u oxmaguth g0 4 °C. Dnextpodope3 MPOBOAUTCS MPH
cienyroumx napamerpax: noaumep POP-7, nnuna kanwmuisipa 55 cM., BOJIbTax
anekTpodopesa 15 kB, Bpems snekrpodopesa 25 MUHYT.

AHann3 JaHHBIX

[IpoBecTn BH3yalbHYIO OLICHKY KayecTBa NATTepHAa NUKOB. OLIEHUTH
HaJu4yue, BEJIMYMHY CUTHAJIA U JITTMHY KOHTPOJbHBIX MTUKOB.

[IpoBecT KOMIIBIOTEPHBIM aHAIU3 JAHHBIX C MOMOILIBI CTAHJAPTHOIO
MAaKETa KOMIBIOTEPHBIX MPOrPAMM ISl TEHETUYECKOTO aHAIIM3aTOopA.

[IpoBecTu pacuer yucia Konui rela no Gpopmyiie:

SMN1n

BRCAQ
= SNk X 2

BRCAx
I'ne,
SMN 11 — uatencuBHOCTh ryopecteninu muka SMN1 ananusupyemoro
oOpa3iia,
SMNI1k — uaTeHCHMBHOCTH (uryopeciieHninu nmuka SMNI1 KOHTpOJIBHOTO

obpasna, ¢ uuciaom kornuit rena SMN1 paBHBIM 2,



BRCAN — uatencuBHocTh uryopectiennnu nuka BRCA ananusupyemoro
obpa3iia,

BRCAKk — uHTeHCuBHOCTh (iyopecneHiiun nuka BRCA koHTposbHOTO
oOpasa.

WNurepnperanuss pesynbratoB. Hammuwe 1-ii kommm rena SMNI -
reTEPO3UTOTHBIN HOCUTEND Niesienuu 7 3k30Ha reHa SMN 1. Hannuue 2-x konun
reta SMN1 - HocuTenbcTBO Aenermu 7 dk30Ha reHa SMN1 nckiIroueHo.

IlepeyeHb BO3MOKHBIX OCJI0KHEHMH MM OIIMOOK NMPHU BbIMOJHEHUH
JUATHOCTHKH HACJIEACTBEHHBIX 3200/ 1eBAHNH U MMYTH UX YCTPAHEHUS

OmnOKu, CBSA3aHHbIC C HapYIIEHUEM IpaBuil 3a00pa, TPaHCIIOPTUPOBKH,
XpaHeHuss OMOJIOTMYECKOr0 Marepuajia M BBINOJHEHUS JIabOpaTOPHBIX
ucciaenoBanuii. s mpeaynpexacHus OMMOOK 3TOM TPYMHIbl HEOOXOIUMO
TIIATEIBHO COOIONATh TpaBujia pabOThl C OMOJOTHYECKUM MaTEpPHAIOM U
WHCTPYKIIUU TI0 TIPOBECHUIO JIAOOPATOPHBIX UCCIICIOBAHUM.

OmuOKM MpU BBHINOJHEHUHU COOCTBEHHO JIaDOPATOPHBIX HMCCIIEIOBAHUM,
CBSI3aHHBIC C HECOOJIOJICHUEM IPOTOKOJIOB HUCCIEAOBAHUM, HCIOJIb30BAHUEM
pEareHToOB, yTPATUBIINX aKTUBHOCTH, 3arPsI3HCHHEM HCCIEAYEMBIX 00pa3iioB
MPOIYKTaMH peakiuid u ap. s npeaynpexaeHns Takux omn0oK HE00X0 MO
coOJIFoaTh MPOTOKOJIBI UCCIEAOBAHUM, KOHTPOIUPOBATh TOAHOCTh PEAreHTOB,
UCIIOJIb30BaTh KOHTPOJIbHBIC MaTepHANIbl U 00Pa3IIbl.

OmuOKM, CBs3aHHBIC C HEMPABUIBHOW HMHTEPHpETAIlMeld IMOJyYeHHBIX
pe3yabTatoB. s mpenynpexiaeHusi OIMOOK B MHTEPIPETALNU PE3YyJIbTAaTOB
7a00paTOPHBIX  HMCCIEOBAHUNM HEOOXOAWMO OOy4YeHHWE ¢  TOBBIIICHUE

KBaJ'II/I(bI/IKaI_II/II/I CIICHHAJIIMCTOB.



[TarenTt, KOTOPBIN IIAHUPYET OEPEMEHHOCTH/ IETOPOKICHHE.
Onpenenenne HOCHTENbCTBA Aeneln 3k30Ha 7 reHa SMNL.

v

HocurenscTso nenenu 3x30Ha 7
rena SMN1 He BbIsBIEHO

v

BEISBIEHO HOCUTENLCTBO JENEIHH

9Kk30Ha 7 reHa SMN1

!

OnpeyieneHue HOCHTENbCTBA JIENEIHH
sKk30Ha 7 rena SMN1 y cynpyra/cynpyru

Y

Y

v

[Ipoenenne JIHK-nuarnoctukn e
TIOKa3aHO

Hocurenscrso aenenun Hocurensctso enewun OmnpesieneHre HOCHTEIBCTBA JICTEITHN
3k30Ha 7 rena SMN1 ne 3K30Ha / TeHa sk30Ha 7 reHa SMN1 y kpoBHBIX
BEISBIIEHO SMN1BsIsBEHO POJICTBEHHIKOB
JIHK-narnoctika Hocurensctro neneun
HOCHTEJIBCTBA JENELHH sc30ma 7 Tea
sk30Ha 7 rera SMN1y l SMN LBEIsBICHO
oz

PucyHOK - AATOpUTM TECTUPOBAHHUS HA HOCUTEIBCTBO Jiesielnu 7 3k30Ha reHa SMIN1




[Ipunoxxenne K HHCTPYKLMHU
Ha3Banue yupexaeHus

HNudpopmupoBanHoe corinacue Ha nposeaenue JHK-auarnocruku
CNIUHAJILHON MbIIIeYHOH aTpodun

(DaMI/IJ'II/IH, nMs, OT4YCCTBO IIaTa POXIACHUA

KonTakTHblil anpec

KonrtakTHsIit Tenedon

buonornueckuit Marepuai

S npounpopmMupoBaH (a), 4To:

1. MOJIyYeHHBIM Marepuan Oyzaer wucnonb3oBaH s npoeaeHus JHK-nmarnoctuku
CHUHAJIBHOM MBIIIEYHOU aTpoduu;

2. cyuiectByeT BeposATHocTh paspymenus JJHK (ecrecTBeHHbI mporecc), YTO MOKET
noTpe0oBaTh MOBTOPHOTO B3ATUS OMOJIOTHYECKOTO MaTepuaa Jjsl UCCIeJOBaHNUS;

3. CYIIECTBYET OCTATOUYHBII PUCK HOCUTEILCTBA 3a00JI€BAHUS;

4. no pesynbratam JIHK-nuarHoctuku MokeT ObITh HEOOXOIUMa KOHCYJbTAIUs Bpada-
TE€HETHUKa,

S. MOry oOTka3zarbcsi oT nposeaeHus JIHK-guarHocTMkM wWiM O3HAKOMIIEHHS C

pe3ynbratamMu 0e3 0OBbsSCHEHUs MpUUMHBL. B ciiyuae Moero orka3za 3TO HHKaK He
OTpa3UTCs HAa MEIMLIMHCKOM MOMOIIM, KOTOPYIO 51 OYy/y MOJIy4aTh B AaJbHEHIIIEM.

S cornaceH (a) ¢ TeM, 4TO:
pe3ynbrathl JJHK-ArarHocTuky MOTYT OBITh UCTIOIB30BAHBI JUISI HAYUHBIX UCCIECTOBAHUA U
MOTYT BOMTH B OOIIYI0 MEIMKO-TEHETUYECKYIO NOKYMEHTAIUIO, TIPU YCJIOBUHU, YTO ITO HE
MPUBEJET K PACKPBITUIO OXPaHsAEMON 3aKOHOM TalHBI.

JlaTa

IMoamuce
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O6opoTHast cTopoHa
CnuHanbHasi MbIlIeYHasA aTpodus

CrimHanpHas MbleyHast aTpodus (MpOKCHMalbHAas CIUHAIbHAS MBIIIEYHAs aTpoQus,
CMA) — mnacnencTBeHHOE 3a00JieBaHHE, IMOpPAXKAIONIEe KIETKM CIHMHHOTO MO3Tra, KOTOphIE
yIpaBJIAOT MblIIaMu. B pesynbTare pa3zBuBaeTcs Hapacraromas caadocTh M Mapajlnd MBbIIIL,
YTO MPUBOJUT K HEBO3MOXHOCTH JIBUTaThCs, INIOTATh, JbIIIATS.

[Mpuunnoit CMA sBisitorcss noBpexxaenus (myramuu) rena SMN1. B GonpmmHCTBE
ciaydaeB (95%) Takoe MOBpEXIEHUE 3aKIIOYAETCI B OTCYTCTBHM (J€JIeIMM) ydacTKa I'eHa,
KOTOPBIN Ha3biBaeTcs 7 ak30HOM rena SMNL.

Ecniu o0a ponaurens sBISIOTCA HOCUTEISAMHU Jenenuu 7 5k30Ha reHa SMNI1, To
BEPOSTHOCTb TOTO, YTO PEOCHOK YHACIEAyeT OT KaX/10r0 poIUTENs OBPEKACHHYIO KOIUIO ['eHa
u Oyner 6oner CMA, cocraBisier 25% Mpu Kax10ii OepeMeHHOCTH. BbIsSBIIEHUE HOCUTEIILCTBA
neneru 7 9k30Ha reHa SMNI1 ¥ TulaHUpOBaHME CEMBH C YYETOM PHCKA POKICHHS OOJIBLHOTO
pebeHka - eAMHCTBEHHbIN > dekTuBHbI crocod npodunaktuku CMA. B benapycu uactora
HOcuTeNnbCTBa Jenenuu 7 s3k30Ha reHa SMNI1 cocraBiser 1:51, T.e. 310pOBBIM HOCHTEIEM
SBJSICTCS KaXKbIN S 1-11 )KUTENb.

OcTaTo4HBIl PUCK HOCUTENIBCTBA — 3TO BEPOSITHOCTh OKAa3aTbCs HOCUTENEM PEIKUX
nospexxaennii B rere SMN1, naxe ecnu npu onpezeneHuu yucia konuil 7 sx3oHa reHa SMN1
NPU3HAKOB HOCUTENbCTBA 3a0osieBaHUSI He ycTaHOBJIeHO. COBpeMEHHOE COCTOSHUE
MEAMIMHCKONW HAayKU HE IMO3BOJISIET MCKIIIOUUTh HOCUTEILCTBO MOBpexaeHus B reHe SMNI1 co
CTONPOLIEHTHON BEPOATHOCTHIO.

HocurensctBo nenenuun 7 3k30Ha reHa SMNI1 He yrpokaer 340pOBbEO HOCHUTENS, HE
ABJIAETCS IOBOJOM i ero jauckpuMuHaiuu. Pesyneratel JIHK-nmarsmoctuku crporo
KOH(UICHIIMAIBHBI U MOTYT OBITh IEpPEaHbl TOJBKO 00CIElyeMOMY JIUILY JTMYHO.

[lenecooOpa3Ho 3aruiaHupoBaTh O0OCIEIOBaHUE A0 HACTyIUleHus OepemeHHOCTH. [lpu
IUTAHUPOBAHUU JIETOPOXKIEHHS JJIsl ONpENeeHus] pucKa pokiaeHus pedenka GombHoro CMA
MoxkHO mnposectH JIHK-mmarnoctuky cynpyram. Ecim cynpyru He SBISIOTCSI HOCUTENSIMU
mytaruu reHa SMN1, BepositHocte CMA y pebenka He Benmuka. Ecim cympyru sBISFOTCS
HOCUTENSIMHU Jienenuu 7 3k30Ha reHa SMN1 HeoOXxoauma KOHCYJbTallMsl Bpaya-T€HeTHKa st

OILICHKU pHUCKA POKIACHUA 0O0JILHOTO peGeHKa U IJIaHUPOBAHUA HpeHaTaHBHOﬁ JUArHOCTUKH.
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