C U R E S M A BPOLUIOPA CEPUN «MOMOLLb NMPU CMA»

NCTOYHWK MHOOPMALMW U MOALEPXKKW ONA AL, CTPALAIOLWMX
CMVUHAIBHOW MbILIEYHOW ATPOOUEN, N UX CEMEN.

FTEEHETUYECKUE OCHOBbI CMA

SMA 0



CMA U TEHETUKA

[Ana onpepeneHnAa cnuHanabHOM MbiweyHou atpodun (CMA) yacTo ncnonb3yloT
HeCKOJIbKO TepPMUHOB, B TOM YMNC/ie «reHeTu4Yeckoe 3aboneBaHune», «xayToCOMHO-
peueccuBHOe HacneacTBeHHoe 3aboneBaHney, «601e3Hb MOTOHENPOHOB» WA

«HEepPBHO-MbIlUeYHOe 3aboneBaHue».

CMA — 310 reHeTnYecKoe 3aboneBaHue.

«leHeTnUecKoe» 03HaYaeT, uUTo 3a6oneBaHMe CBA3AHO C reHam 1 YHacnenoBaHo.

leHbl OTBEUAIOT 32 HaLIW YePTbl U YHUKaNbHble XxapakTepuctuku. Mpn CMA
NpUCYTCTBYeT MyTaLA B FreHe, oOTBeualoLemM 3a BbKMBaHue 6enka
ABUraTenbHoro HempoHa (survival motor neuron, SMN). 3ToT 6enoK numeer
pewatowee 3HaueHne ana GyHKLMM HEPBOB, KOTOPbIE KOHTPONMUPYIOT
HOpMa’bHble ABVXEHMA MblLUL,

CMA saBnseTcs ayTOCOMHO-peLecCUBHbIM FeHeTUYeCKUM
3aboneBaHuem.

«AyTOCOMHO-peLieccuBHOe» 0O3HauaeT, YTo 3abosieBaHVe HacnegyeTca unm
nepepgaetcs ot pogutenei pebeHky. Mpu CMA uenosek c CMA, HacnepyeT
[Be Konumn Hepaboyero reHa — Mo OAHOI KOMuu OT KaXA0ro poauTens.

CMA — 3710 3a60oneBaHMe gBUratTeNibHbIX HEMPOHOB.

«[lBUraTenbHblil HENPOH» — ITO TUMN HEPBHOM KJETKKN, KOTOpas nocbinaet
COO06LLEeHA MbILILLAM U OT MbILLLL, OTBETCTBEHHbIM 3a AABVKEHNE N KOHTPOJb
ronoBbl, Wen, FPYAHON KNeTKW, 6PIOWHON NOIOCTU, HOT U KOHEYHOCTEN.
Mpu CMA B gBUraTenbHbIX HENPOHaX B CMMHHOM MO3re HeT JOCTaTOYHOro
konuyectBa 6enka SMN. B pesynbraTte 3Tu fBUraTeNbHble HENPOHDI

He paboTaloT HOpMasnbHO 1 MOTYT NMOrM6HYTb, YTO MPUBOAMUT K MbILLEYHON
cnaboctn n atpodum (ymeHblLEHMEe pa3MepoB).

CMA — 3T0 HepBHO-MbILIeYHOe 3aboneBaHue.

HepBHo-MbllweyHOe 3a6oneBaHne NopaXkaeT HEPBHO-MbILIEYHYIO CUCTEMY.
Cioga MoryT BXoAMTb Npo6neMbl C HepBaMu, KOTOpble KOHTPONMPYIOT MbiLUL b,
MbILWILAMM, @ TaKXKe NPpo6neMbl CO CBA3bI0 MeXAy HepBaMM U MblLLLLAMU.
HelipombiwieyHble 3a60neBaHNs MOTYT NPUBECTU K CnabocTy 1 aTpodriv MbILLL.

Brad
Nunemar._




BBEAEHWE B TEHETURY

Oe3okcupunboHyknenHoBas kucnota (JHK) — a1o HacnepcTBeHHas
nHdopMaumsa B 60NbLUMHCTBE XKNBbIX OPraHN3MOB, MHOrAa Ha3blBaemas
«CTpouTenbHble 6/10KN XKN3HW». OHa COCTOUT U3 YeTblpex pasINnyHbIX
HYKNeOTMAO0B — afeHVHA, TUMMHA, LMTO3MHA 1 FyaHIHa — KOTopble
06pasyioT AINHHbIE Lienu, KOTopble CKPYUMBalOTCA BMeCTe B ABOMHYI0
cnupanb (CM. pUcyHoK 1). 9Tn nocnefoBaTeNbHOCTU HYKJ1I€OTUAOB 06pa3yioT
reHbl, KOTopble AaloT OpraHM3My MHCTPYKLUN NO BbipaboTke 6enKkoB.

Ha pucyHke 1 nokasaHa cTpykTypa asoniHon cnupanu JHK. OHa coctout
13 YeTbipex pasfiNyHbIX TUMOB CTPOUTENIbHbIX 6JI0KOB, Ha3blBaeMbIX
Hykneotugamu. OHu o6o3Havatotca 6ykBamum A, T, C u G. O6patute
BHMMaHMe, YTo HyKneoTtug ageHviH (A) B monekyne [IHK Bcerga Haxogutca
B Mape C HyKneotngaom TumuHom (T), B To Bpema Kak untosuH (C) Bcerga
HaxoAuTca B nape ¢ ryaHnHom (G). 3ta cxema 6bina B3ATa C canTta
www.biotechnologyonline.gov.au/biotec.dnalook/cfm

B nonHom reHome uenoBeka 3 munapga monekyn OHK. Ecnuv 6bl1

Mbl pactaHynu 31y 1HK, To ee gnuHa coctaBnsana 6ol 6 GyTOB.

Y1o6bl BECb 3TOT MaTepuan NPUCYTCTBOBAJI B AApe KaXKAoW KneTKu,
OHK o6opaunBaetca BOKpyr 6esKa, KOTOpbiii 3aTemM YNaKoBbIBaeTCsA

|B OYeHb KOMMNaKTHble CTPYKTYpPbl, Ha3biBaeéMble XpOMOCOMaMWu.
Kaxkpana yenoseyeckas Knetka cogeput 46 Xxpomocom, unu 23 napbl —
OflHa XpPOMOCOMa KaXk[ioi1 Napbl, HacnepyeTca OT OTUa, a Apyraa —

OT MaTepu (CM. PUCYHOK 2).

Ha pucyHke 2 noka3saH npvmep 23 nap XpOMOCOM eHLL1HbI
€ 22 napamy ayTOCOMHBIX XPOMOCOM U OZHOW Napoi X-XpoMocom.
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AmunHokMcnoTa

Ha pucyHke 3 nokasaHo, Kak [1HK ynpaenser
BblpaboTKol 6enKa. 3To nsobpaxkeHue 6bI10
B3ATO C CaliTa yourgenome.org.

Yto TaKoe ren?

l'eH — 310 NocnepoBartenbHocTb [IHK, KoTopasa cogepxuT
nHdopmau o, Heobxoanmyio Ans BbIpabOTKM KOHKPETHOro 6eska

B KOHKpPeTHOe BPeMs 1 B KOHKPETHbIX KNeTKaxX. [eHbl cocToAT 13
WNHTPOHOB U 5K30HOB. DK30Hbl — 3TO Y4aCTKMN reHOB, KoTopble
cnnancnpyioTca BMecTe 1 KogupytoT 6enku. Kaxgbin reH kogupyet
6enokK, y KoToporo 6yayT cBov COGCTBEHHbIE 3afjau B KNeTKax.

Opf1H reH MOXeT oTBeuaTb 3a BbipaboTKy 6esika Bce Bpems 1

BO BCEX KNeTKax; ipyrol reH oTBeyaert 3a BbipaboTKy 6enka B
onpepeneHHbIX KNeTKax B Te4eHre KOPOTKOro NPOoMeXKyTKa BPpeMeHU.
Mpwu BknioueHun reHos nx IHK konupyeTca B MHOpPMaLMOHHYI0
pu6oHnykneunHosyto kucnoty (MPHK). MPHK npegoctaBnser
WHCTPYKLMN AN HEOO6XOANMbIX aMUHOKNCIIOT. AMUHOKMCIIOTHI
coefuHANTCA Ans o6pasoBaHuA 6enkoB. Ocobas nocsiefoBaTeNlbHOCTb
aMUHOKMCJIOT — 3TO TO, UTO OTNIMYAET 6enku Apyr oT gpyra.

Yro Takoe mytayun?

Jlio6ble ownbKm B nocnegosatenbHoctn IHK 6yayT ckonnpoBaHbl

B PHK npwu BKnioueHUn reHa v NOBAUAIOT Ha BbIPabOTKY KOHEYHOTO
6enka. 3Tu owunbKM Ha3biBaoTcA MyTauuamu. CyllecTByeT MHOXeCTBO
pa3nnYHbIX TUMOB MyTaLui.

« Mpomortop (7. e. «xaBUraTeNb» reHa) HauMHaeT npouecc
BblpaboTK/ 6eNKOB reHamu, JUKTYSA, FAe, Korfaa, N CKOJIbKo
PHK 6ypeT BbipaboTaHo. Ecnu B ogHOM reHe ecTb MmyTauuma
B MPOMOTOPE, TO reH GyAeT NPon3BOAUTb C/INLLIKOM MHOTO Uin
cnmwkom maino PHK. B cBolo ouepepb, 6yaeT BbipabaTbiBaTbCA
CINLIKOM MHOTO N CNIMLLKOM Mano 6enka.

«  Ecnn B [1HK nsameHunca scero oguH HykneoTtug, To
B NPOV3BOAUMDbII 6enoK 6yaeT BCTaBNATbCA Apyras
AMUHOKICOTA. DTO MOXKET NMOBANATb HAa CBEPTbIBaHME 6esnika
1 Ha ero paboTy B knetke. Takue Tvnbl oWNGKA B OGHOM
HYKNeoT/Ae Ha3blBAlOTCA TOYEYHbIMU My TaLUAMMU.

e Ecnn B IHK nonHOCTbIO OTCYTCTBYIOT MasieHbKUE y4acTKn
(neneums), To nsmeHeHHaa PHK 6yget npoussoanTb 6enok
C OTCYTCTBYIOLMM BHYTPEHHUM pparmMeHTOM.



HACJIEQOBAHWE CMA

YT10o TaKoe HacnepoBaHune?

B 3TOM KOHTEKCTe Mbl FOBOPUM O Nepefaye reHeTUYEeCKoro
MaTepuana oT OfHOro NOKoNeHNaA K Apyromy. ITOT reHeTU4eckuin
MaTepuian ynakoBaH B XpOMOCOMbI. YenoBek HacneayeT NoNOBUHY
CBOMX XPOMOCOM OT 6MONOrnyeckoro otua (U3 cnepmbl) 1 NONOBUHY
ot 6uonoruyeckon matepu (13 ariueknetkn). Y Bac ectb ae
X-XpoMocombl, e Bbl — XeHLwyHa, v ofHa X-XpoMocoma 1 ofHa
Y-xpomocoma, ecnu Bbl — my>kumHa.

FeHeTnYecKkme npusHaKuy 6biBaloOT
AOMMWHAHTHLIMU WIN peLleCCUBHbIMM.

. I1p|/| AyTOCOMHO-AOMWHAHTHOM HaciefoBaHUN
HacneaCcTBEeHHbIN NPpU3HaK nepepaeTca pEGGHKy oT
oAHOro nnn o6oux pop,meneﬁl, Y KOTOPbIX €CTb 3TOT
NMPU3HaK. AyTOCOMHbII7| O3HaYaeT, YTO reH pacnonoxeH
B OAHOI N3 HEMOJIOBbIX XpPOMOCOM (He B X—xpomocome
nHeB Y—xpomocome). [OMWHaHTHbI O3HavaeT, YTo
OofHOW Konun NpU3HaKa nnn CBAI3aHHOI Cc 3a6oneBaHviem
MyTauynn [oCTaTo4yHo, yTOObI BbI3BATb HacneaCcTBEeHHbIN
NMPU3HaK nnn 3aboneBaHue. 3TOT npu3Hak gOMNHUpyeT
Haa Apyrumn npusHakamu.

+ Mpun ayrocomHo-peLieccMBHOM HacnieoBaHUN
HacnefCcTBEeHHbIN NPU3HaK NepeaaeTca ot o6oumx
poauTenen, KaXablil U3 KOTOPbIX ABNAETCA HOCUTENEM
MYTUPOBAHHOIO FeHa, U 'y KOTOPbIX Hac/IeACTBEHHbIN
npu3Hak He npoaBnAeTca. [Ina pasButua npmusHaka
unu 3aboneBaHnA He06xoANMbI ABE KONUW MyTaLuu.
Kak npaBuno, Kaxablih poauTesb, y KOTOPOro HeT
npu3Haka nnu 3aboneBaHus, ABNAETCA HOCUTeNleM
OQHOI MYTMPOBaHHON Konuu reHa. [1se ge¢peKkTHble
KONuu BMecTe NPUBOAAT K NPOABJIEHMIO NPU3HaKa unn
3aboneBaHue y pebeHKa (CM. pUCYHOK 4).

Kak Hacnepyetca CMA?

CMA — 3T0 ayTOCOMHO-peLeCCMBHOE reHeTnYecKoe
3aboneBaHue, Bbi3BaHHOe MyTauuamu reHa SMN1 (survival
motor neuron, reH BbKMBAeMOCT MOTOHENPOHOB), KOTOPbIIA
pacnonoxeH Ha 5 xpomocome. CMA nposasnsaeTca, ecnmn YenoBek
yHacnepoBan ABa AepeKTHbix reHa SMN1, no ogHomy ot
Kakgoro pogutens. Yacto ncnonb3yetca HasBaHue 5g-CMA,

B KOTOPOM €CTb CCbI/IKa Ha HaXOXAeHne reHa B 5 xpomocome,

B [VIMHHOM nneve q.

Y poautenei 3abonesLero nuua moxet 6biTb CMA

KOTAA Y ABYX HOCUTENEA MYTALIUU,
BbI3bIBAIOLLEE CMA, ECTb PEBEHOK

CYLWECTBYET TPU BO3MOXHOCTU

BEPOATHOCTb TOrO, YTO BEPOATHOCTb TOTO, W 25 %-AA BEPOATHOCTb
PEBEHOK HE 3ABOJIEET, YTO PEBEHOK CTAHET TOrO, YTO PEBEHOK

COCTABJAET 25 % HOCUTENEM MYTALIUI, BYAET UMETb CMA
COCTABIAIET 50 %

Ha puc. 4 nokasaHo peLeccMBHOe HacnegoBaHue
CMA mexpay 2 nioAbM1, KOTOpble ABAAIOTCA
HOCUTENAMM MyTauui, BbidbiBalowmx CMA.

Y Kaxkgoro 13 HUX oAunH GYHKLMOHMPYIOLWNIA reH
SMN1 n ognH pedekTHbIn reH SMN1. ina Kaxpon
6epemeHHOCTU CyLecTBYeT 25 %-aA BEpPOATHOCTb
poxaeHusa pebeHka c CMA, 50 %-aAa BepOATHOCTb
poXKpeHnsA pebeHKa, KOTOpbI ABASETCA
HOCUTeNnem MyTauumia, BbisbiBatowx CMA, n 25
%-as BEPOATHOCTb POXKAEHUA pebeHKa, KOTopbIn
He 60JieH U He ABNAETCA HocuTenem. Pe6eHok

¢ CMA moXeT poanTbCA y HoCUTeNA MyTaLun,
Bbi3biBaowmx CMA n y yenoseka c CMA,

winy 2 niogein c CMA.

(2 nedpekTHbIX reHa SMN1) Unu y HUX MOXeT 6bITb TONIbKO ofuH HedyHKUMOoHMpYowmin reH SMN1 n,
cnepoBaTesibHO, 3TOT NPU3HAaK y HUX He npoABnAaeTca u y Hux HeT CMA. Jliogn ¢ ogHUM HePYHKLMOHUPYIOLM
reHom SMN1 onucaHbl Kak HocuTenu. Mo oueHkam, npumepHo 1 13 50 yenoBek BO BCeX CTpaHax ABNAETCA
HocuTenem myTauuii, BbidbiBatownx CMA. MpepctaButenu Bcex pac 1 Bcex nonos 6onetot CMA.



YT0o TaKkoe reHeTnYeckada ocHoea CMA?

CMA saBnseTca ayToCOMHO-peLlecCBHbIM PacCTPONCTBOM, TO €CTb JII0AN C 3TUM 3aboieBaHneM 06bIYHO HaceyloT
HedyHKUmoHupyowwmii reH SMN1 ot Kaxpgoro poautens. bonbwnHCTBO MyTaLmii, oTBeTCTBeHHbIX 3a CMA, aBnsioTcA
MyTaUuAMN WY geneumamm (CM. pUCyHoK 5).

«  [leneunsa nogpasymeBaeT YaCTUYHOE WM nonHoe oTcyTcTBue reHa SMN1 (cm. pucyHok 5a).

«  [lpu KoHBepcum reHa, reH SMN1 npeBpataeTca B reH, nofo6Hbil reHy SMN2, notomy uto HykneoTtug «C» B 7-oM 3K30He
3aMeHsAeTcA Ha HyKneoTug «T» (CM. pUCyHOK 5b).

«  OcranbHble myTauuu, BbidbiBalowme CMA, ABNAI0TCA TOUEUYHbIMU MyTaLMAMY, KOTOpPble 3aTparnBaloT TOJIbKO HECKOJbKO
Hykneotugos reHa SMN1 (cm. pucyHoK 5¢).

T C Ha pucyHke 5 nokasaHbl Tpu TUna
(a) Deneuns _EME_ myTaumuin SMN1: (a) Xs yka3sbiBaeT
Ha geneuwuto. MNpu geneuunn
yaanaetca yactb reHa SMN1
unn Becb 3T0T reH. (b) B cnyuae
reHHbIx KoHsepcuii reH SMN1
T T npeBpaLyaeTcs B reH, NoAo6HbIi
(b) KOHBepCVIﬂ reHa _HME_ SMN2 (noka3aH n3meHeHnem
HyKkneotuga Ha T). (c) ToueyHble
MyTaLuu MOTYT ObITb
o6HapyxeHbl B reHe SMN1, HO

A ropasfio pexe, Yem npegpigyLue
B F ABa Tuna myTtauun. 3gecb
‘ ‘ noKasaHbl MecTa pacnosioKeHus
TOYEYHbIX MyTaLii, KOTOpble
(c) ToueuHble nn 6biny HaiaeHbl B reHe SMINT.

mMyTauun | [

‘ J PucyHok npedocmassieH 0-pom

H | Jlyusoti Cumap0, dokmop ¢unococpuu,
G YHusepcumem MaHumo6bl
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B cnyuae peneuun n kousepcum reHoB y iy, ¢ CMA otcytcTByeT Yactb reHa SMN1, 7-o11 ak30H. JHK coctonTt n3 nHtpoHoBs

1 3K30HOB. Bo Bpema npoliecca BbipaboTKM 6eika yAanaoTcA MHTPOHDI, a 3K30HbI CMIaicnpyloTca BMeCTe U KOQUPYIoT 6enok.
Ecnn 7-o11 3K30H OTCYTCTBYET B 06enX XpOMOCOMaX, 3TO Ha3biBaeTCA <TOMO3UTOTHbIM OTCYTCTBUEM 7-ro 9K30Ha B reHe SMN1».
Takum o6pa3zom, y naymeHToB ¢ CMA BbipabaTbiBaeTCcA HE[OCTaTOYHOE KONIMYECTBO NoIHOpa3MepHoro 6enka SMN.

311 ABa TMNa MyTaLuii (Jeneuymn 1 reHHas KOHBepCua) ABNAIOTCA Hanbornee YacTbiMM TMMAMM MyTaLuiA, KOTOpble 0GHapyIBaloTCA
B SMN1. MpumepHo y 95 % ntogeii ¢ 5g-SMA 3T fiBa Tna MyTaLmiA, U 3TU MyTaLm NIErKo OGHaPY»KMBaOTCA NPY NOMOLLM
COBpPEeMeHHOro guarHoctuyeckoro tecta Ha CMA, NockonbKy 06e MyTaLummn NpuBOZAT K noTepe 7-ro 3k3oHa B reHe SMN1.

MNpumepHo y 5 % ntopen ¢ 5q-SMA ectb MmyTauua B Bufie Aeneunn uin KOHBepCUmn reHoB B OAHOIN XPOMOCOME 1 ToYeYyHasn
MyTaLuA B ApYyron xpomocome. YenosekKy c Takoi KOMOGUHaumen MyTauunin He 6yaeTt noctaBnieH guarHos CMA npu
Mcnonb3oBaHMM AnarHocTmyeckoro Tecta Ha CMA, NocKonbKy 3TOT ANArHOCTUYECKNIA TeCT He NO3BoNAeT 06HapyXnTb
TOYeuHble MyTaLuu, 1 B pe3ynbTaTe GyaeT nokasaHa ogHa konua SMN1. O Tomy yenoBeKky noTpebyeTca NponTy AanbHeliliee
reHeTMYecKoe TeCTUpOoBaHME C aHaNM30M nocnegoBaTenbHoCcT reHa SMN1 (cm. pa3pen «leHeTUYeCKNIA aHanu3»).



Y10 Hacuetr SMN2?

Pspom c reHom SMN1 ecTb noutn naeHTNYHbIN reH SMN2. Kak u reH SMN1, reH SMN2 Bbipa6aTbiBaeT GyHKLMOHANbHbIN 6eNoK
SMN, Ho TonbKo 10-15 % BpemeHn. Konnuyecteo Konui reHa SMN2 B nonynAuum Bapbupyer. bbino nokasaHo, Uto KonmyecTso
Konuii reHa SMN2, KoTopble ecTb y YenoBeka, moguduumpyet TaxkecTb 3aboneBaHua CMA, xoTa ecTb ncknoueHus. Y nny ¢
CMA nmeeTca no KpaiiHe mepe ogHa konusa reHa SMN2. l'eH SMN2 mo»KHO paccmaTpuBaTb B KauecTBe pe3epBa yTpaueHHON
dyHKumm reHa SMN1 y nogen c CMA.

PHK (b)

NMPOMOTOP

NMPOMOTOP

o TODDOON teoooodn

90% Hed)yHqu/\
OHaJNbHbIN 10% ¢yHKLMOHaNbHDbIN 100%

6enok 6enok byHKUM-
Bbenok (d) @ OHaJIbHbIN
6enok

Ha pucyHke 6 noka3saHa (a) cxema YyacT XpomocoMbl 5, KoTopas coaepuT aBa reHa SMN. (b) OcHoBHbIM pasnuuviem
mexay ayma reHamu SMN aBnsaetca nameHeHune Hykneotuaa C (SMN1) Ha Hykneotug T (SMN2) B 7-om 3K30He.

leHbl SMN BKNIOUaloTCA MX COOTBETCTBYOLWMMU NpoMmoTopamu (o6nactu JHK, KoTopbie BKNoYaloT reHbl) B npotiecce,
Ha3blBaeMOM TpaHCcKpunuuei. (c) TpaHCKpUNLUMa NPUBOANT K Nony4veHuio npefBaputenbHoii PHK, koTopas cogeput
NPOMEeXKYTOUHYI0 cxemy Aia BbipaboTku 6enka. NpepgsaputenbHas PHK nogeepraertca cnnaicunry PHK gns ynaneHus
¢parmenToB PHK, Ha3biBaeMbIX MHTPOHaMI, KOTOpPble He AABJIAIIOTCA YacTbio 6enkoBoii cxeMbl. OcTasibHble obnactu
CXeMbl Ha3bIBaloTCA 3k30HaMu. O6paTnTe BHUMaHue, uto B MPHK SMN2 oTcyTcTBYeT 7-011 5K30H U3-3a AeeKTHOro
cnnancuidra PHK. Hanpotus, SMN1 npoussoaut mPHK, KoTopas BKntouaeT 7-oi 3k30H. (d) TpaHcnsayma — a1o
npotiecc nony4yeHus 6enka Ha ocHoBe KoHeuHou MmaTtpuyHoii MPHK. MPHK B SMN1 aBnsieTcsa nonHom u BbipabaTbiBaeT
NONHOCTbIO GYHKLMOHaNbHbIN 6enok. OgHako MPHK B SMN2 He copepuT 7-ro 3K30Ha, 1 B pe3ysbTate y 60nbLuei 4actu
BblpabaTbiBaeMoro 6enka pasmep MeHblle, 1 OH He dyHKLoHUpyeT. 3 SMN2 BbipabaTbiBaeTcsi oUeHb Hebosbluoe
KoNnuecTBo pyHKLMOHMpYloLero 6enka.

PucyHok u3meHeH u ilo6e3Ho npedocmasser Jlyuzoli Cumapd, dokmop ¢punocogpuu, YHusepcumem MaHumoG6oi



FTEHETUYECKU AHANI3

Yero cnepyet oxKnaartb OT reHETUHYECKOro
aHanm3a Ha CMA

leHeTMYeCKN aHanm3 — 3To O6POBOJbHBIN NPOLLECC, B XOf€e KOTOPOro
cobupaetca n tectupyerca obpaseu 1HK. 310 moxeT 6biTb OyKKaNbHbIN
Ma30K (C BHYTPeHHeli CTOPOHbI LLEeKM), CII0Ha, KPOBb UM NpeHaTasibHble
06pasubl. AHanM3 MOXeT NOATBEPAUTL ANarHos unu ctatyc Hocutensa CMA.

CywiecTBYIOT pasNinyHble TUMbI FeHeTUYeCKNX
aHanun3oB, cBA3aHHbIx c CMA:

«  JAunarHoctnueckuir: NoareepxpeHne Hanmuna CMA.
CemenHbin: MNopTBepxpaaeT Hannume y Bac

onpepeneHHoOn myTtauuu, BbiiBleHHON B Bawen
cembe.

Hocutens: NMoareepxpaeT, anaetecb nu Bbi
HocuTenem CMA.

MpenatanbHbi: Onpeaensert, yHacnegosan
nn CMA Baw BblHalMBaemblii pe6eHoK.

OCHOBHbIM NPeNMyLLeCTBOM reHeTUYECKOro aHanmns3a ABNAeTCA paHHee
noatsepXxpaeHne nogospesaemoro anarHosa CMA. Ecan nopospeBaetca
CMA v pe3ynbTaTbl NCXOAHbIX ANArHOCTMYECKMX TECTOB OTpULIATeNbHbI,
TO BaXXHO NPOBECTN [ONOIHUTENbHOE TecTUpoBaHune. Hanpumep,
yenosek ¢ cumntomamu CMA 1 ArarHocTyeCKMM reHeTUYeCKUM TeCTOM,
KOTOpbIl MoKa3sbiBaeT oAHy Konuio SMN1, ponxeH npoiTn fanbHenwwee
TeCcTpoBaHMNe, KOTOpoe 06bIUHO BK/llOUaeT ceKBeHnpoBaHMe reHa SMN1.
MpubnusntenbHo y 5 % niogein ¢ CMA nmetoTca ToueyHble MyTauuu,
KOTopble He 6binu BbiABIEHbI MPY TUMMYHOM FreHEeTUYECKOM aHanmnse Ha
CMA. PaHHAA grarHocTKa No3BonseT NPOBOANTb paHHee fleyeHune, YTo
NPUBOANT K JIyYLUINM pe3ynbTaTam.

HecmoTpsa Ha To, uTo NOATBEPKAAIOLLNI FEHETUUYECKNIA aHaNN3 NO3BONAET
NnocTaBUTb AMarHo3, aHanunsbl He NO3BONAIOT ONpeAeNnATb, KOraa NPoABATCA
cumnTombl unn Taxkectb CMA. Ba’>KHO MOroBOpuUTb C reHeTUYECKUM
KOHCY/NIbTAaHTOM, MOCKOJIbKY OH MOKET MOMOUb MOHATb NPEenMyLLEeCTBa,
PUCKN 1 OrpaHNY€eHNA, CBA3aHHbIE C FeHETUYECKUM TECTUPOBaAHNEM.
Hampute reHeTMyecKoro KOHcynbTaHTa Yepe3 HauunoHanbHoe o6uecTBo
reHeTNYECKNX KOHCYNbTaHTOB MO agpecy

www.nsgc.org/page/find-a-genetic-counselor.




AHanuns Ha BbifiBJZIeHNEe HOCUTenen
3ab6oneBaHna CMA

Kak y>ke ynomnHanocb paHee, no oueHkam, 1 3 50 yenosek
ABnAeTCcA HocuTenem mytauui, Bbisbisatowwmx CMA. [laxe ecnun
TECT Ha HOCMTeNA MyTaLui NOKa3blBaeT, YTo y YesloBeKa eCTb [iBe
konuun SMN1, y HekoTopbix ntogein ectb gae konuv SMN1 Tonbko
B OHOI XpoMmocome, 1 HeT Konuii SMN1 Bo BTOpoIi Xpomocome.
3T10T YenoBeK GyaeT HocuTenem, Ho MOCKOJbKY fiBa reHa

SMN1 HaxoaATcA B OAHOWN XPOMOCOME, TO CTaTyC HOCUTENA He
6ynet o6Hapy»eH C MOMOLLbIO TEKYLLNX aHaNIN30B Ha HOCUTENS.
ITO NPOVCXOAUT NPUMEPHO B 2-3 % cnyyaes.

CoBeplueHHO HOBasA MyTaLuA uin MyTauua «de novo» — 310
MyTaLus, KOTopas BO3HUKaeT B ANLEK/IeTKe UK cnepme,

HO TaKas Xe MyTaLuA OTCYTCTBYeT y poauTenein. B stom cnyyae
COBCEeM HOBble MyTaLn 06HapY»KMBaloTcA NpUmMepHo Yy 2 %
cemeit c CMA.

YyBcTBUTENBHOCTb aHanu3a Ha HocuTena geneunn SMN1 He
paBHa 100 %, TaKk Kak HEBO3MOXKHO 0GHapYXu1Tb cnegyiowne
cuTyauun: Hannume asyx reHos SMN1 B ogHoI xpomocome,
ToyeyHble myTauum B reHe SMN1 1 myTtayum de novo B reHe
SMN1. AHanu3 Ha HocuTensa geneuyun SMN1 moXkeT no3BoNNTb
06HapyXuTb 0Kono 95 % HocuTenel B o6Lern nonynAauun.

Ecnu y ogHoro nnu y oboux poauteneil aHanus Ha BbisiBjieH/e
HOCUTENSA NOKa3blBaeT OTPULIATESIbHbII pe3ynbTar, TO 3TO
3HAUYMTENbHO CHUXKAET (HO He YCTPaHAET) PUCK HAaCTyMeHns
6epemMeHHOCTU, NPU KOTOPOI Y BblHaLUVIBaeMoro pebeHka
6ynetr CMA.




CylecTBYIOT Bap/iaHTbl MPeHaTaslbHOro reHeTUYECKOro
TEeCTUPOBaHUA, TaKMe KaK 6roncusa BopcuH xopuoHa (BBX) n

aMHuoLeHTe3, uTo6bl oNpeaennTb, NOABEPXKEH N BbiHaLLBaeMblIi
pebeHoK pucKy 3abonesaHna CMA. [ina nonyueHus 6onee
noapo6Hoi nHopmauum obpaTutech K Bawemy Bpauy.

leHeTnUecKnn aHann3 Jo 3ayaTua, Hanpumep,
npenmniIaHTaLnoHHasa reHeTnyeckana gnarHoctuka (Mra),
npepcTaBnseT coboi BapmaHT penpoayKTMBHON MeAnLMHbI,
KOTOpPbI NO3BOJIAIET NapaM, B KOTOPbIX 06a ABNAIOTCA HOCUTENAMUY,
3aBecTn pebeHKa, Bblonpasa 3SMOPrOoHbI, B KOTOPbIX 3aBEAOMO HET
OedeKTHbIX reHoB. B 3TOM MeTofe ncnonb3yeT sKCTpakoprnopanbHoe
onnogoTsopeHue (IKO) AnLeKneToK n cnepmatosongbl napbl

c nociegytowen 6roncreli OGHOKNETOYHOro SM6proHa. OfHa
KneTKa, B3fATas U3 SMOPMOHA Ha paHHel CTaaun pa3BuTus,
NpoxoAnT reHeTnuveckoe TectuposaHue Ha CMA. [ina umnnaHtauumn
MCNonb3yloTcA SMOPUOHbI 6e3 MyTauuii, BbidbiBatowmx CMA.

YBepgomuB Baliero Bpaua Ha paHHeMm 3Tane nio6ou 6yayuiei
6epemeHHOCTH, Bbl cMOXKeTe nonyunTb 6onee paHHee HanpaBneHne
B reHeTMYEeCKNIA KOHCYNIbTaLMOHHbIN LIeHTP AnA 6epeMeHHbIX Ana
nosiyuyeHuUs JononHUTeNnbHon nHopmauum o Bawwmx BapuaHTax
npoBeAeHNs aHaNN30B.

AMHI/IOLl,eHTeB ABNAETCA Hanbonee pacnpocTpaHeHHbIM TUMOM MPeHaTaIbHOro TecTa. TOT TeCT 06bIYHO BbINOJIHAIOT

B nepuog c 15 po 20 Hegenb 6epemeHHOCTU. OUeHb TOHKas Mrna BBOAUTCA B GPIOLLIHYIO NONOCTb XKEHLLMHbI, 1 6epeTca
He6onbLIOe KOIMYECTBO aMHNOTNYECKON XUAKOCTN BOKPYT Nnofa. 3Ta XKUAKOCTb COAEPKUT SMOPUOHANbHbIE KNeTKM, KoTopble
ncnonb3ytotca ana nonyyeHusa JHK pna aHanu3a Ha reHeTuueckue 3aboneBaHus, Hanpumep, CMA.

buoncuna BOPCNH XOpPNOHa (BBX) 06blYHO NpoBoaUTCcA yKe Ha 10-13 Hepilene 6epemeHHocTU. KaTeTep, BBeA€HHbIN
yepes LWeNKy MaTKu, U1 o4YeHb TOHKas 1Urna, BBefleHHas uepes GplolLHYI0 MON0CTb, CMOJIb3yeTcA AN nojlyuyeHusa obpasLos
nanbLeobpasHbIX CTPYKTYP, 06pasyowwmnx nnaweHTy (BopcrHbl XOpuoHa). Mocne nssneyeHuns, 3TM KNeTKA NCNONb3yIoTCA ANA
nonyyeHusa [IHK n 3atem ana nccnepoBaHnA Ha HannymMe reHETUYECKOrO PacCTPOICTBa Y nnoaa, Hanpumep, CMA.




CURE SMA

Cure SMA — 3T0 HeKOMMepuecKas opraHn3aLuaA 1 KpynHelwasa MeXxayHapoHas ceTb, KoTopasa o6befuHAeT
ycunusa cemeil, Bpauen-KInHULMCTOB N YYeHbIX-UccnefoBaTtesell, HanpasBieHHbIe Ha YCKOPEHMe uccneaoBaHumin
CMA, noafaep»Ky naLeHTOB 1 NINL, OCYLECTBAAIOLNX YXOA 3a HAMU, U pacnpocTpaHeHmne 3HaHui o CMA cpepmn

OGLLIeCTBEHHOCTI/I n I'IpOd)eCCI/IOHaﬂbeIX COOGLI.IECTB.

Cure SMA siBnsieTca pecypcoM, NpefocTaBAsaowmM 6ecnpucTpacTHyto nogaep»Ky. Mbl roToBbl moMoraTb Bcem
naumeHTam co CMA 1 nx 61M3K1MM, He NPOABUras KaKre-nnbo KOHKpeTHbIe pelleHnsa uiam BapuaHTbl. MaumneHTb

M N1LA, OCYLIEeCTBASAIOLMNE YXOF 3@ HUMU, MPVHMMAIOT PasinyHble pelleHns B 3aBUCUMOCTI OT TOro, YTO nyylue
NOAXOAUT B UX CUTYaLV, N PYKOBOACTBYIOTCA CBOMMM INYHBIMU Y6exxaeHnAMU. Pogutenn n gpyrve BaXkHble YeHbl
CeMbW JOMKHbI ObITb CMOCO6HbI 06CY»KAaTb CBOM YYBCTBA, CBA3AHHbIE C STUMU TeMaMu, U 3afilaBaTb BOMpPOChI NO
noeoay CMA neuvauemy nepcoHany. Mofo6Hble peweHus He cyiegyeT NPUHNMATD € XoAy, KaXAbl/i BapUaHT JOJIKEH
6bITb TWaTeNbHO 06AyMaH 1 B3BeLlueH. Bce BapuaHTbl, cBsizaHHble ¢ okazaHuem nomolyu npu CMA, ABNAIOTCA OYeHb
JINYHBIMM 1 JOIMKHbI OTPaXKaTb JINUHbIE LLEHHOCTH, a TaKXKe Haunyylw M 06pa3oM COOTBETCTBOBATb NOTPe6HOCTAM

KaK[oro oTAenbHOro nauyeHTa v nuy, ocyLecTBAAIOWMX YXO4 3a HUM.

NMomHuTe, 4TO MeanuMHCcKNN nepcoHan n Cure SMA Bcerga rotosbl nomoub Bam.
Y106b1 y3HATH G0NbLUE, 03HAKOMbTECH C APYrMMU MMELWNMNCA 6polopammn
ns cepun «Momowb npu CMAx»:

« OCHOBHbIe cBeeHUNA O « KoCTHO-MbIWeYHaAa cuctema
AbIXaHUN « OcHOBbI NUTaHNA

« BapunaHTbl 0OKa3zaHuA nomoLyu « NMoHnmaHne CMA
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