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boJsie3Hu,cBSI3aHHBIE C IKCIAHCHEH TPUHYKJICOTHAHBIX IOBTOPOB

Tpunykiaeoru Ywuciao B Hopme Yuciaoy Tun
JHBbIE 00JILHBIX HacJea0BaHUA
MOBTOPLI
BonesHb CAG 6-35 36-120 ayTOCOMHO-
[eHTUHITOHA AOMUHAHTHbIN

CuHgpom CGC 6-50 >200 X-cLensieHHbIn
NIoMKON X-Xp. OOMWHAHTHbIV

CnnHobynbba CAG 10-30 35-60 X-cuenneHHbIn
pHas AOMUHaHTHbIN

MbiLLIeYHas

aTpodoums



sMuoTOHHYECKAAA TUCTPOPUS - Ay TOCOMHO-TIOMUHAHTHOE
MHOTOCHUCTEMHOE 3a00JIEBAHUE, XaPAKTEPU3YIOIIEECS CUITBHO

Bapua0eIbHOM dKCIPECcCUer TeHa (KIMHUYECKUM OTUMOP(HU3MOM) Y
000MX IT0JIOB MO HavYally 3a00JI€BaHUS U TAKECTU TCUCHUS.

»PacnipocTpanéHHasl (popma MBIIIEYHON TUCTPODUU B3POCIIBIX

"MyTalldsl B T€HE MPOTECUHKUHA3bI MBIIIICYHON TUCTPOPUH (CHUMBOJI
reHa DM-PK), nokanu3oBaHHOM B xpoMmocome 19q13.3.
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Pucyrox 1. Mpuynra ancrpodPuyeckoi muoronms 1-ro runa — myrauma 19q13.3: A) nokannzaumns rena DMPK
Ha annunom naeve 19-i xpomocome B noanumwsw 13.3; B) axcnancua rpunykneornanoro nosropa CTG e
NPoOrerHKHNaInom rese 19-i xpomocomet (no R.I. Richards, G.R. Sutherland, 1997)



KiimHau4yeckue nmposiBjieHUs

*MuoroHus

*MuIilneyHas ¢J1a00CcTh
*Karapakra

*ApUTMHH

*Q0JIbICEHHE CO JI0a
*JHIOKPUHHBbIC HAPYICHU S
*YMCTBE€HHasl OTCTAJIOCTD

Diaphragm
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Pucynox 8. SMI 60nsHOro ¢ AHCTPOPHYECKOH
mMuoToHMen. CHuxenne amnmuryas: N4 noxoswmxcs
MWL, EANKHYNBIE MUOTOHHYECKHE QeHOMEHb!



JleCTpyKIHS MBILIEYHOTO BOJIOKHA, IO
CapKOJIEMMOM CapKOIIa3MaTUYECKHE MACCHI,
COJIeprKalle OCTAaTKU MUO(UIAMEHTOB

(M®Bb), mukorena (I'm), mutoxouapuu (Mx). 1
X10 000.



TaGnuya 4. Knunuko-zenemuyecKkas 2emepozennocmes ducmpoguyeckol MUOmMonuu

DM1 DM2 DM3
Wupoko Yaue scrpevaerca He uayyeHa (onucaxa

SnupemMuonomma pacnpog;aueua y eBponenues y ey:ponefﬁuee)

Or nepuopa
Boapacr pebiora HOBOPOXAEHHOCTH Ot 8 go 60 ner Ot 37 po 67 ner

A0 B3POCNbIX
Mpor4oa CepLesHbin Msarxoe Te4eHue CepbeaHbin
CnabocTb NONEpeYHO-NONOCaTON MYCKYNaTyphbi:
— nuua + Nerxan He xapakrepHa
— nro3 + Herpybuin He xapakrepeH
— NPOKCUMAanNbLHLIX OTAeNoB - ++ ++
— OUCTanNbHbIX OTAENOB 44 + (kmMcTH) +
— IPYAMHO-KNIOUHYHO-COCUEBUAHON MbILLLb! + + +++
Muanrus - + *
[MnepTpodus MKPOHOXHBIX MbiLLL - + -
Karapakra + + +
Obnvicenne + + +
HapyweHnue cepaeyHoro putma + + He xapakrepHo
Cnaboctb rnagkow myckynartypbi:
— nnc(pamﬂ ++ + —
— MErakonox + - -
— AMUCKMHE3UA XEenM4eBLIBOAALLMX NyTen ++ SF +
— 3anopbl + +4 +
HapyweHnusa nonoeow cepb! + 20 % ?
MvHekomacTun ] + —
'vneprnmkemus + 20 % ?
[vnepcomHua + + ++
Mvnepruapos t + ?

OT MArkux OT1 ymepeHHbiIxX
KorHuruensie HapylweHus 110 BLIPSKEHHbIX Msirkme 110 BIDANOHHbIX
KonrenuransHas dopma + — —
SMI™: MHOTOHUS + + +
Xpomocoma 19q13.3 3q21 15q21=q24
MyTtauma resa DMPK ZNF9 ?
Tun myTaumm CTG-noBTOpbLI CCTG-nosTopsl -
Paamep nosropa Ot 100 go 4000 Cpepnnuin = 5000 -




