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Tounas JHUAarHOCTUKa HACJICACTBCHHBIX MBINICYHBIX 3a00JIeBaHNil HAYMHAET B TIOCIE€AHUE TOAbI BHEAPATHECA B KIIMHUYECKYIO

MPaKTUKy Olaroapsi JOCTIKEHUSAM reHeTUKH. OTKPBITHE TeHEeTHIECKHUX Ne(eKTOB, XapaKTepHBIX /IS Pa3HbIX KIMHUYECKUX BapH-

QHTOB MBIIICYHBIX JUCTPO(UI, 1aJI0 BOZMOXKHOCTh CO3/1aTh CIECHU(PUUECKUE TECT-CHCTEMbI s BepuduKaruu guaraosa. OTKpbITHE

TeHHBIX ¥ OEJIKOBBIX TIpUYHH HCﬁpOMbIIJ.[e'-lHOPI IMaTOJIOruH, OJHAKO, HE NUCKIIOYACT NEPBUYHYIO KIIMHUYCCKYH0 NTUAarHOCTUKY, KOTO-

pas J0JDKHA NMPEAMIECTBOBATh ITCHETHIECKOMY aHAJIN3Y.

KioueBble ciioBa: HelipoMbliIeuHbIe 00e3HH, nedeTsl reHoB, JJHK-anarnoctika, OMONCHS MBIIILL.

Precise diagnostic of hereditary muscular diseases begins to change during recent years due to genetic achievements. Genetic
defects discoveries typical for different clinical variants of muscular dystrophies give opportunity for creation of specific test-
systems to verify the diagnosis. Determination of gene and protein causes of neuromuscular pathology however does not exclude in-

itial clinical diagnostic which cost less and easier to find.

Key words: neuromuscular diseases, gene defects, DNA diagnostics, muscular biopsy.

YK 616.74-007.17-056.7

BBenenune

Knuamueckas mpakTHka HEHPOMBIIIEYHBIX 3200IeBa-
HUW B HACTOsIEE BpeMs MpeTepreBaeT OrpoMHbIE U3Me-
HEHHUs, HalpsSMYI CBSI3aHHbIE C HEJABHUMM MOJIEKYJISp-
HO-TEHETMYECKUMHU OTKPBITUSIMHU. BOJIBIIMHCTBO T'€HHBIX
HAXOJIOK B O0JIACTH HEBPOJOTHYECKOW MATOJIOTHU OTHO-
CATCS UMCHHO K HEHPOMBIIMICYHBIM 3a00seBaHusIM. [Ips-
MBIM CJIEICTBUEM 3THX OTKPBITUHN SIBJISETCS BO3MOXKHOCTb
TOYHOM JMArHOCTHKH, ocHoBaHHOW Ha JIHK, yto maer
MaIMeHTaM YeTKYI0 IMPOrHOCTHYECKYI0 HH(OpMAIUio U
MO3BOJISIET MPOBOJUTH N'€HETUYECKOE KOHCYJIbTHUPOBAHUE
M0 BOINPOCAaM HacCJIeOBaHUs MaTOJOruH. Takke 3TOo CIo-
COOCTBYET CO3JIaHHIO CKPHHHHTOBBIX MPOTPaMM JUIS HaH-
OoJiee paHHETO paclo3HABAHUS OCIOXHEHUIH CO CTOPOHBI
cepAlla WUiM JAbIxaTenbHOM cucreMbl. K coxaneHuto, B
HaCTOsIIIEE BpPeMSI MHOTHE TMAIMEHThl HE MOJy4aroT J0cC-
Tyna K CTOJb TOYHBIM JUArHOCTUYECKHUM METOJIMKaM,
XOTS CUTyallusl U HAUMHAET MEHATHCA.

OTKpBITHE HOBHIX TEHOB WM OCIKOB IPOKJIAIBIBACT
MyTh JUIS HOBBIX OTKPHITHH B JICYCHUU OOJBHBIX HEUPO-
MBIIIEYHON maTonorueid. XoTs HCCIEIOBaHUS II0 Jiede-

HUIO TOW TPYIIBI 3a00JIeBaHUIA MOKA eIle HAaXOAITCSA B
3a9aTOYHOM COCTOSIHWH, YK€ ceifyac O4eBHUAHO, YTO TOYU-
Has JWarHocThka, ocHoBaHHas Ha JHK, Oymer mmers
pemaromiee 3naueHue. [etanbubiii ananu3 JJTHK gaer ma-
IIUEHTY IIaHC HA TOYHBIH THArHO3, 32 KOTOPBIM IOCIENY-
IOT TOYHOE IPOTHO3UPOBAHUE, CKPUHUHT U I€HETHYECKOe
KOHCYJIbTHPOBAHHE.

BoNBIIMHCTBO TEHOB, BBI3BIBAIOIINX Pa3IUYHBIC MBI-
[IeYHBIE JUCTPOQHU, OBUTH OTKPHITHI COBCEM HEIABHO.
Benku, KOTOpble UTPalOT INIABHYIO POJIb B ATHX 3a00ieBa-
HUSX, UIMEIOT Pa3IMYHyI0 (QYHKIHIO. DTO TOBOPUT O TOM,
YTO COOCTBEHHO AUCTPOGMUS MBI MOXKET OBITH KOHEY-
HBIM PE3yIbTaTOM Pa3IUYHBIX NMATOTEHETUYECKUX IyTEH.
Cpenu 0enKOB, OTKPBITHIX Ha CETOAHSIIHUN J€Hb, BBIJC-
JSIFOT CTPYKTYpHBIE O€JKHM capKoJeMMBbl (JIucTpoduH,
CapKOTJIMKaHbI, NTUCHEPINH), SAepHbIE OENKH O00O0JOYKU
(omepun, namun A/C), hepMmeHTHI (KaabllanuH, O€I0K, CBSI-
3aHHBIA C PyKyTHHOM), Oenku capkoMepsl (MHOTWINH) U
0eJKM BHEKJIETOUHOI MaTpHIbl (JIAMMHUH, KOJUIAreH THIIA
6). [lnsa HekoTOpBIX 3a00JIeBaHUM, HAIPUMEp JUISI MHOTO-
HUYECKOH AUCTPO(UH, IPUUMHON B OOJIBIINHCTBE CIIyda-
€B SIBIISICTCS OJIMH T€H, M JOCTYIICH OCHOBAHHBIH Ha 3TOM
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MpocToil reHetuueckuil Tect. Ho mis npyrux 3abosesa-
HUH, HampuMmep Uil KOHEYHOCTHO-TIOSCHOM MBIIICYHOM
IUCTPO(UH, CUTyallus ¢ TECTHPOBAHUEM OoOJiee CIO0XKHAs
13-3a TEHEeTHYECKOH reTeporeHHocty [4, 37].

Juctpopunonatun. JluctpopmH — OCHOBHOM
CTPYKTYPHBIH O€JIOK MBIIICUYHON KIETKH, KOTOPBIH Haxo-
JIUTCSI HETIOCPEACTBEHHO I0J capkojeMMol. OH wurpaer
Ba)XHYIO pOJb B CTaOWIM3allMM CapKOJIEMMBI BO BpeMs
MBIIIEYHOTO COKpameHus. OH CBSA3BIBaET PacIOI0KEH-
HBIII BHYTPH KJIETKH aKTHH C KOMIIJIEKCOM TpPaHCMEM-
OpaHHBIX OEJIKOB, KOTOpBIE, B CBOIO O4YEpEllb, CBA3AHBI C
9JIEMEHTaMH BHEKJIETOYHOTO Marpukca (Ti1aBHBIM oOpa-
30M C BHEKJIETOYHBIM OenkoM jnamuHuHOM) [20, 37]. Te-
HETHYECKHE Je(eKThl TUCTPO(UHA aCCOIMUPOBAHBI C
nByms peHoTHIIaMK: MuoaucTpoduu dromenHa u bekke-
pa.

3aboneBaHnsl HACIEIYIOTCS IO PELECCHBHOMY THITY,
CICIUICHHOMY ¢ XpoMocoMoi X, U OOYCIIOBIICHBI JTHOO
MOJIHBIM OTCYTCTBHEM CHHTE3a, JIMOO CHHTE30M JedeKT-
HOTO WJIM (DYHKIIMOHAIBHO HECTAOMJILHOTO BBICOKOMOJIE-
KyJsIpHOTO Oenmka — muctpoduHa, cocrosmero u3 3 685
aMuHOKUCIOT. OTcyTcTBHE MUCTpohnHA B MHODUOPHI-
JIax MPUBOJWT K JE3WHTErPAllii BCETO AUCTPOGHUHTIIHKO-
MPOTEMHOBOT0 KOMILJIEKCa, 00ECIIeYNBAIOIIEr0 CTPYKTYp-
HO-(QYHKIIMOHAJIBHYIO OpPraHM3alHi0 LUTOCKeJeTa, K YT-
pare yCTOHYMBOCTH MHO(PHUOPWILT K HUKIMYECKUM aKTaM
COKpalieHus-paccaabieHus, 4YTo BeleT K HX pa3pbiBaMm.
BenencrBue  nectabuimmzanuy - capKOIIa3MaTHYECKHX
MeMOpaH Hapymaercsi (PyHKIMOHMPOBAaHME HOHHBIX Ka-
HAJIOB, YTO NPUBOAMT K TOTEPE BHYTPHUKIETOYHBIX KOM-
MOHEHTOB U TIOBBIIIEHHUIO COJIEP)KaHKUsI CBOOOHOTO BHYT-
PHUKJIETOYHOTO MOHM3MPOBAHHOTO KAaJBLUs, KOTOPBIA 00-
JaJaeT HEKPOTH3MPYIOIIMM BIMSHHEM HA MBIIICYHbIC
BOJIOKHAa M ompezersieT ux jusuc. Muoauctpodun [ro-
meHHa M bekkepa SIBIAIOTCS alIeIbHBIMH BapHAHTAMH
9KCIPECCHH €AMHOTO T'€HETHYecKoro aedeKkTra B JIOKyce
p21 X-xpomocomsbl. ['eH sBiIsSeTcS caMbIM OONBIIAM H3
M3BECTHBIX Ha CErOJHSIIHHUN JIeHb U UMEET OUYeHb CIIOXK-
HYIO0 MOJIEKYJISIPHYIO OpPTaHM3alMIo; COCTOUT u3 79 3K30-
HOB. B 60—65% ciryqaeB MyTauusi IpeiCcTaBisieT co00i
Jenenuio reHa quctpoduna, a B 5—10% — ero gymimka-
nuto. BerpewaroTcs n ToukoBbie MyTanuu rera (1o 30%
ciy4yaeB). Bbicokas uacToTa CHOpaJMYecKUX CllydaeB
muoauctpodumii Jlromenna n bexkepa o0yciaoBieHa upes-
BBIYAHO BBICOKOM 4acTOTOW CHOHTAHHBIX MyTalUil reHa,
BO3MOXKHO, OTYACTH M3-3a €r0 «TUTAaHTCKOT0)» pa3Mepa.

0630p numepamypul

Muoaucrpodus JomenHa — arpeccuBHoe 3aboie-
BaHUE C JICTAJBHBIM HCXOJOM, MOPaKarollee MaJbYHKOB.
OHa cBsi3aHa C PE3KHM CHIDKEHHEM KOJIMYECTBA IHCTPO-
¢uHa B MpImax. B HacTosmee BpeMs HET paguKaIbHOTO
croco0a JIeYeHNs JaHHOM MaTOJIOTHH, HO CHMIITOMAaTHIE-
CKOE JIeYeHHEe, B OCOOCHHOCTH JAbIXaTelbHas MOJAEpKKa,
MO3BOJISIET YIYYIIUTh Ka4eCTBO JKU3HU U YBEIMYHTh NPO-
JOJDKUTENIBHOCTD JKU3HH OOJIbHBIX.

Muoauctpopuss bekkepa wame BcTpedaeTcss BO
B3POCJION HEBPOJIOTMYECKON IMPaKTUKE, a KIMHUYECKUE
MIposiBIIeHUS] 0OJIE3HN IIMPOKO BAPBUPYIOT, YTO KOPPEIH-
pyeT ¢ kosmuecTBOM auctpoduHa. Kak mpasuiio, nanueH-
TBI C 3TOM MATOJNOTHEH NMPEACTaBIAIOT COO0H KOHEYHOCT-
HO-TIOSICHYIO MOJIeJIb MBILIEYHOH cliabocTi ¢ Haubolee
XapaKTepHBIM MPU3HAKOM B BHJE MCEBIOTHNEPTPODUH
MbImn rosneHd. Kapauomuonatus — cepbe3HOE OCIOXK-
HEHHE NUCTpO(UHONATHI, W MHOTAA BBIPAKCHHAS JHJIa-
TallUOHHAasA KapJAWUOMHUOIIaTUSA MOKET BBICTYIIATh IIATOI-
HOMOHHYHBIM CUMIITOMOM.

Jlnarno3 MoXeT ObITh YCTaHOBJIEH C IIOMOILBIO I'eHe-
THYECKOTO HCCIIEJOBaHMsA 00pasna KpoBH, HO M3-3a TOTO,
YTO TeH AUCTPOPUHA OYCHb OONBIIOH, a OOJBIIWHCTBO
TECTOB pabOTAIOT TOJIBKO C YACTHIO EHA, B CIlydae OTpH-
[IAaTEeJIbHOTO Ppe3ysibTaTa HEOoOXOAWMO TOATBEPKICHUE
IMarHo3a ¢ MOMOILBI0 OMOIICHU MBIIIILL.

I'eHeTHueckoe KOHCYIBTHpPOBaHHE cemMed ¢ X-
CLETIJICHHOM PELECCUBHOW MATOJNOTHEH HMMEET Ba)XKHOE
3HaueHne. HocuTenbcTBO IreHa y JKEHIIMH MOXKET OBITH
OIPENIENICHO ¢ TMOMOIIBI0 MOIMMEPA3HOM LEMHOM peak-
MY, HO ClenyeT UMETb B BHUIY, YTO IPHUMEPHO OJHA
TPeTh CilydaeB AUCTPOGUHONATHH SBJSIFOTCS HOBBIMHU
MyTaIusIMu 6e3 MpeIecTBYIOnIed ceMeHHON HCTOPHH.

[Ipn Hanmuuuy KIMHUYECKOTO (PEeHOTHIIA MHOAUCTPO-
¢un [lromeHHa y IeBOYEK cleqyeT B NEPBYIO Ouepesb
UCKJIIOYNTh Hajlmuue X-ayTOCOMHBIX TPAHCIIOKAIMH HIIH
JIPYTUX XPOMOCOMHBIX a0eppainuii ¢ 3aMHTEPECOBAHHO-
CTBIO JIOKyca XpoMocoMbl 21, peHomeHa naiioHu3anum —
MaTOJOTMYECKOM HWHAKTHUBAIIUNU HOPMAJIBbHOTO aJlJICJId TCHA
B X-xpomocome. Kpome TOro, Tpedyercss HCKIIIOYHTH
«4HUCTBIE» U MO3au4Hble BapuaHThl cuHapoMa lllepemes-
ckoro—TepHepa (X-MoHOCcOMHHN) M cuHIpoMa Moppuca
(XY). C »70i#f 1enpi0 MPOBOAAT ITUTOTEHETHYECKOE HC-
ClIeZIOBaHHNE KapHOTHIIA.

B neuenun auctpoduHOmaTHI OBLTO TPEIIOKEHO HE-
CKOJIbKO METO/I0B, HalpUMep JEeUEHHE aMUHOTTIUKO3UAa-
MU, MOHOTHJAPATOM KpeaTHHa, LUKIOCHOPHHOM, OIHAKO
KIMHUYECKHE HCCIIEAO0BaHMs, MPOBEIEHHBIE pa3HBIMU
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aBTOPaMH, HEe MOKAa3aJIl JOCTOBEPHOIO YJIyUIICHUS COCTOS-
HUSl TaKUX ManueHToB [8, 9, 39]. JleueHue HU3KUMU 103aMHU
MPEIHU30JI0Ha TPOIEMOHCTPUPOBAIIO CBOIO 3(dekTns-
HOCTh B OTHOIIICHUH OOJBHBIX MUoIUCTpoduei [omenHa
[4, 10, 19, 22]. OOBACHUTH 3TO MOXXHO CTaOWIH3HPYIO-
muM 3QQPeKToM, OKa3bIBAEMBIM MPEIHN30JI0HOM Ha MEM-
OpaHBbI KJIETOK, a TAKXKe IPOTHBOBOCTIAINTEIBHBIM JICHUCT-
BUEM IpenapaTa. XoTs IIPU 3TOM a3aTUOINPHH, HaIpuMep,
HE OKa3bIBaeT 3HAYUTEIHHOTO >(PQeKTa Ha COCTOSHUE
takux OompHBIX [31, 32]. Takmm obOpa3om, ocraercs He
SCHBIM, SIBIISICTCSl JM YIIydIIeHHE Y OOJIBHBIX, IPHHH-
MAaloOIIKX MPETHU30J0H, CIEJCTBHEM HMMYHOCYIPECCHUB-
HOT'O JEHCTBHUS Mpernapara.

KoneunoctHo-nosicnasi muogucrpopus (KIIMJI).
IIpu 3T0it PpopMe Ha CEeroAHAITHAN JeHb OOHAPYKEHO, 110
KpaifHeld Mepe, 9 pas3lMYHBIX T€HETHYECKHX AC(EKTOB.
I'eHBl ayTOCOMHO-TOMUHAHTHO HacleayeMbIX (OpM Kap-
TUPOBaHBI B XPOMOCOMHBIX JIokycax 5q (KIIMJ[ 1A),
1911-gq21 (KIIMJ 1B), 3p25 (KIIM/J] 1C). B pazutun
KIIMJI 1A ob6HapyxuBaeTCsl ydyacTHe I'€Ha, OTBETCTBEH-
HOTO 32 cuHTe3 Oenka maMuHa Bl u3 cemeiicTBa simepHBIX
namuHOB. [Ipu ¢opme KIIMJI 1B mpenmomaraercss ydva-
ctue m3odopm saepHbx taMuHOB A u C. Tperbs ayTo-
comHo-nomuHaHTHas ¢opma KIIMJ] 1C oOycnoBnena
MyTallMsIMU B T€HE KaBeoJIMHA-3, JUCTPO(UHACCOIMUPO-
BAaHHOTO OeNKa MBIIIEYHBIX KaBeol. AyTOCOMHO-periec-
cuHble popmer KIIMJ] oOycroBieHsl nedeKkTaMu BHYT-
PUKIIETOYHOH TpoTea3bl — KanbianHa-3 (KIIM/] 2A), a
TaKKe PasNIMIHBIX CyOBEIUHHI TPAHCMEMOPaHHOTO CapKo-
TTTIKAaHOBOTO KOMIUIEKCa, KOTOPBI BXOIUT B COCTaB
JUCTPO(UHTIIMKOIIPOTEHHOBOTO KOMILIEKCa (OCTalIbHBIE
dhopwmnl). [TocneaHre HA3BIBAIOTCS CAPKOTIUKAHOTATUIMHU
(mo aHamorMM C AUCTPOPUHOMATHSAMH). Y CTaHOBIICHA
crlefyronias  JIOKAIM3alusg TeHOB IIPH  ayTOCOMHO-
peneccuBHbIX KIIM/I: 15q15 (KIIMA 2A), 2p13 (KIIM/
2B), 13q12 (KIIMA 2C), 17912-21 (KIIMJ 2D), 4ql2
(KIIM/I 2E) u 5q33-34 (KIIMJ 2F) [1, 17].

XO0T4 y MaIMeHTOB OOBIYHO BBIABIIAETCS OOLIMIA maT-
TEepH KOHEYHOCTHO-TIOSICHOW MBbIIIeYHOH cnaboctu 06e3
BOBJICUCHUS JIMIIEBBIX MBIIII, CYIIECTBYIOT KIMHUYECKHE
pasnuuus. Hampumep, CKIOHHOCTh K Pa3BUTHIO KapaHo-
MHOIATHH WK TIOPAKEHUIO JBIXATENbHBIX MBIIII 3HAYH-
TEJNBHO pa3indaeTcs Ipu paszHeIX ¢opmax. Todnas auar-
HOocTuKa, ocHoBaHHas Ha J[HK, mo3Bonut co3path mpo-
rpaMMbl [POTHO3UPOBAaHMS KOHTPOJIST 3a CepACYHOM
JIeITeNIbHOCTBIO U AbIXaTelbHol QyHkuueit [34, 37].

Hacneocmeennbvie moluieunsle oucmpoduu

Hawubonee yacto npobiems! auddepeHnuaibHon au-
arHOCTUKU BO3HHMKAarOT npu pasrpaHundyeHun KIIMJ[ u
muomuctpopun bekkepa. B camom nene, y MHOTHX 00ITB-
HBIX MYXCKOTO I0J1a, IMEIOIINX TUCTPO(PHIO C KOHETHO-
CTHO-TIOSICHBIMH TIPOSIBICHUSIMH, B PE3YJIBTATE ONpEIee-
HUSI CHWKEHHOTO COZAEpKaHus TUCTpoduHa yCTaHaBIH-
BalOT auMarHo3 Oone3Hu bekkepa. Jluddepennuanys
MeXAy 3THMH (opMmamMu AucTpoduil OYeHb BayKHA IS
o0ecreueHnsT KOPPEKTHOTO MEIMKO-TEHETHIECKOTO KOH-
CYJBTHPOBaHHS.

Muoaucrpopus Imepu—/peiidyca — oTHOCHU-
TENBHO TPOCTO pacro3HaBaemas (hopMa MBIIICYHOU AMC-
Tpo(uH, KOTOPYIO CIelyeT 3al0A03pHUTh B cilyyae OOHa-
pyXKeHHS paHO BO3HHUKIIMX KOHTPakTyp [4]. ¥V nmanueHToB
C JIMIENIONAaTOYHO-TUICYEBbIM ITATTEPHOM MBIIICYHON clia-
00CTH M 9aCTO O4YE€Hb TOHKMMH MBIIIIIAMU HAOIIONAI0TCS
KOHTPaKTypbl pasrubareneil men, OUIENICOB M CYXOXKH-
JUH [UIMHHBIX crubaTenei maneiieB. Hapyiienue cepueu-
HOW TIPOBOAMMOCTH TOX€ BBICTYNAET YacCTBHIM CHMIITO-
MOM, 4YTO TpeOyeT HaOIoICHHS.

3abosieBaHne HaciemyeTcss Mo X-CHETUICHHOMY pe-
LIECCHBHOMY THITy, TeH OOJE3HH KapTHPOBAaH B IHCTAIb-
HOM y4YacTKe JUIMHHOTO Ijieda X-XpPOMOCOMBI B JIOKYCE
Xq28. HopmanpHbIii OMOXUMHYECKUH NMPOMAYKT I'eHa Ha-
3BaH 3MEPUHOM, KOTOpBIH mpencraBiser coboi obora-
IIEHHBII aMHHOKHUCIJIOTOHM (cepuHOM) OEJIOK, COCTOSIINI
u3 254 aMUHOKHUCIOT. DMEPHUH JKCIIpECCHpPYETCs Ipe-
HNMYIIECTBEHHO B CKEJIETHBIX, ITAaJKMX MBIIMIAX M Kap-
JVMOMHOLIUTAX; €My NPHHA/UICKHUT 3HAYUTENbHAs POJb B
OpraHU3aIK KJIETOYHOTO ITUTOCKENIeTa U BE3UKYISIPHOTO
TpaHcnopTa. B cepaeuHoi mMbimiie SMepuH obecriednBaeT
MEXKJIETOUHYIO aATe3HI0 U OCYIIECTBICHHE KOHTAaKTOB
MEXAY KapIHOMHOIINTaMHU.

Tunmunas MyTanus npencTaBieHa Aelenuel reHa u
MIPUBOJNUT K NPEKpAIIeHHIO cuHTe3a sMepuHa. OOHapy-
JKeH TakKe ayTOCOMHO-JJOMHHAHTHBIH BapHaHT 3TOTO 3a00-
JIeBaHUsI C JIOKaIU3aleil rena B okyce 1011-23 [12, 13,
36].

JInnenonaroyHo-mie4eBass MHOAUCTpOpuUss — ay-
TOCOMHO-JIOMHHaHTHOE 3a00JeBaHKe, BCTpeyaroleecs BO
B3pOCION HEBPOJOrMYECKOW mpakTHke. B kadecTBe Ha-
YaTpHOTO CHMIITOMAa y TAIMEeHTOB Hamboliee 4acToO BO3-
HUKAET JINIeBast MBIIIeYHAas c1abocTh, 32 KOTOPOH Cleay-
€T BOBJICUEHHE TEPUKACITYJIIPHBIX MBIIII] M MBIIIII TIJIeYa.
[Mo3nuee mosBisieTcst cnabocTh HWKHUX KOHEYHOCTEH,
0COOEHHO MaO0EpPIOBBIX MBI, CJIab0CTh meperHen
rpynHoi cteHku. CreayeT 3aMeTUTh, YTO PacHpoCTpaHe-
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HHE MBIILICYHON C1ab0CTH B OCHOBHOM aCHMMETPUYHOE,
yacTo OoJyiee BBIPAXKCHHOE C IPaBOW CTOPOHBI. MoKeT
HAOJIOMAaTECS M30NHMPOBAaHHAS MEPUCKANyJsIpHAst Cia-
06ocTh, 0Oe3 BOBJIeUeHHUs JJUIA. TsDKECTh 3a00JeBaHUS
BapbHUPYeET OT M30JMPOBAHHOTO CHMIITOMA KPBUIOBHIHBIX
JIOMIATOK JI0 PaHO HavaBILeWcs M OBICTPO HPOTPECcCHPYIO-
meil MbIIeyHoi cnabocTH, KoTopast OBICTPO HPHUBOIHT
OOJLHOTO B WHBAIMAHOE Kpecio. 3a00JeBaHHI0 MOTYT
COITYTCTBOBATH CKOJHO3, TIIyXOTAa W COCYIWCTasi PETHHO-
TIaTHA.

Bonee 10 ner u3BECTHO, YTO I'EH JMLEIONATOYHO-
IUIEYEBONH MHOAUCTPO(GHH PACHONIOXKEeH Ha 4-i XpoMOco-
Me, HO KOHKPETHOE €ro pacIoJIOKCHHE OCTaBaloCh He
H3BECTHBIM. MIHTepecHo, 4To HccilejoBaHue 3TOH 001acTi
TCHOMa HE BBIABHJIO HHKAKUX T€HOB, HO OOHApYXHUJIOCH
HCKakeHUe (yHaJeHre) HOpMaJbHO PacIONIOKEHHOH HEKO-
aupymomeil nosropsromeiica nocnenosarensHoct JIHK.
BbII0 mMoKa3aHO, YTO HAJIMYME ATOI0 HCKKEHHOTO (par-
menTa JIHK (HazBanHoro D4Z4) accouumpoBaHO TOJBKO C
XPOMOCOMOI1 4 ¥ JaHHBIM 3200JIEBaHHUEM, YTO CTaJIO0 OCHO-
BOM Ui reHeTuuyeckoro tecta [4, 28, 41, 43]. Hecmotps
Ha TO YTO ATO HE MPSAMOU IeHETUICCKUH aHAIIN3, HAIPaB-
JICHHBIA Ha TIOWCK KOHKPETHOTO T'€Ha, OH BCE-TaKH SBIIS-
€TCsI MTOJIE3HBIM /711 TOUHOW AMAarHOCTHUKH 3a00JIeBaHMUS.

OxyJopapuHreajJbHass MbIlIeYHAs1 JUCTPOPUS.
Ot1o 3aboneBaHHe OOBIYHO HACNIEAyeTCs IO ayTOCOMHO-
JIOMUHAHTHOMY THITy. ['€H KapTHpOBaH B XPOMOCOMHOM
obmactu 14ql11.2-13. OH KomMpyeT MOJMANAHUH, CBS3BI-
Barouii 0enok [14]. BombIIMHCTBO CiTydaeB, KOTOPBIE HE
OTHOCSATCS K YETKOMY ayTOCOMHO-JIOMHMHAHTHOMY THILY
HacJleIOBaHMs, JOJDKHBI PacCMAaTPHUBATHCS B paMKaxX MH-
TOXOHJpPUAIbHBIX MuomaTuii [1, 4]. JleOror Oone3nu
00BIYHO HAOFOIAeTCS HA YSTBEPTOM ACCATHICTHH KHU3HH,
HO MOET OBITh Jake paHee MOJIPOCTKOBOTO BO3pacTa.

[lepBoHaYaIbHBIMH CHMIITOMAaMH  SIBJISIFOTCS  TITO3,
mucarust U AUCGHOHUS, 32 KOTOPBIMU CIIEAYET pa3BUTHUE
MIPOKCHUMAJILHOW MBIIIEYHOW C1a00CTH B KOHEYHOCTSAX H
HapyXxHas o¢TamsMmorierus. V3penka mopakaroTcs Bce
CKeJIETHBIE MBIIIIIBI, OJJHAKO TJIaJKasi MyCKyJaTypa U cep-
JIEYHAs] MBIIIIA OCTAIOTCS WHTAKTHBIMH. Y MHOTHX 0OJIb-
HBIX C OKyJo(apHHreaaTbHOH MHOIUCTPOHUEH HaApsIy C
MHOTIATHYECKUMHU H3MEHeHUsIMU Ha DOMI" 00HapyXHUBarOT
MIPU3HAKK JIEHEPBAI[MOHHOTO IMOPAXKEHUs, KOTOPhIE yKa-
3BIBAIOT CKOpee Ha HEWPOHOIATHIO, HEXKEITH HEBPOIATHIO.
Konuentpanus KOK HopmanbHas W aulb U3pegKa Mo-
BbllecHa. Bo Bcex chydasx HEO0OXOAWMO WCKIIOYHTh
IJIMOMY MO3TOBOTO CTBOJIa M MHAcCTEHHIO (IPOBOJATCS
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MPO3EPUHOBAs MPO0A U TECT PUTMUYECKON CTUMYJISIIHU
HepBa). M301MpoBaHHbIN JBYCTOPOHHUI YaCTUYHBIA MTO3
MOKET HaOxromaThcs MpH THIoTupeo3e. Hammuame paso-
PBaHHBIX KPACHBIX MBIIIECYHBIX BOJIOKOH IPU TMCTOJIOTHU-
YeCKOM aHaJIN3€ MBIIICYHBIX OHONITATOB CBUACTEIBCTBYET
0 MUTOXOHApPHAJIBHOW Npuponae muonarud. [Ito3 moxer
OBITh YCTPAHEH C TOMOIIBIO ONEPATUBHOTO YKOPOUCHUS
MBILIIBI, TOJHUMAIOIIEH BEPXHEE BEKO, a BBIPAXKEHHOCTH
miucarnu yMeHbIIEHa TPH MHOTOMHH HIDKHETO KOHCT-

pUKTOpA.
MmuoTtonnyeckasi AucTpodusi (MUOTOHUYECKAS IHC-
tpoduss 1-ro TMna [4]) — ayTOCOMHO-JIOMHUHAHTHOE

MyJIBTHCUCTEMHOE 3a0oseBanue. [1o TsHkecTH CUMIITOMOB
OHO BapbUpYyET OT TAXKEIOW BPOXKICHHOW MHOMNATHH C
JETAIBHBIM HCXOJIOM JI0 OOJIE3HH C MO3IHHM HadaJoM B
BuAe KatapakTel [37]. Mwuotonmdeckas mauctpodus 1-ro
THIIA CYMTAeTCs HamOoJee pacHpocTpaHEeHHOH Qopmoi
MBIILIEYHON JUCTPO(UH CPeH €BPOIICONJHOTO HACEIICHUS 1
BCTpeYaeTcs ¢ 4acToTol 3—35 cinyyaeB Ha 1 MJIH 4YeloBeK
[4].

HetipomblinedHble CUMNITOMBI B THUIHYHOM Cllydae
BKJIIOYAIOT JIMIEBYIO CJIAa0OCTh, JIETKYIO IHCTAIBHYIO
MHONATHIO U MHOTOHHMIO. J[pyrue CUMIITOMBI — KaTapak-
Ta, SHIOKPHHHBIE HapyIIeHUs (caxapHbIil Auaber), Kap-
JUOMHOIIATHS, aJOTeIs], KOTHUTHBHOE CHIDKEHUE, THEB-
Has COHJIMBOCTb, HAapyIIEHHE MOTOPHKH KHIICYHHKA H
cJ1ab0CTh BIXAaTENBHBIX MBIIII — BCTPEYAIOTCSI HEIIOCTO-
ssHHO. [IpmcyTcTBHE ONHOTO WIIM HECKOJNBKHX W3 ITHX
BHEMBIIIEYHBIX CHMIITOMOB B COYETAHHH C THITUYHBIMH
MBIIIEYHBIMI CUMITOMAaMH OOBIYHO MTO3BOJISIET TOCTABUTH
JMarHO3, OCHOBBIBASICH HA KIMHHYECKUX MaHHBIX. OmHAKO
MOT'YT BO3HHMKHYTh THATHOCTHYECKHE TPYIHOCTH, €CIIH
MBIIIEYHbIE CUMIITOMBI Majlo3aMeTHbl. Hampumep, BeTpe-
YaJHCh CiTy4yad, Koraa OONBHON 10 MOCTaHOBKM OKOHYA-
TENBHOTO JMAarHo3a IoNajal B AHIOKPHHOJIOTHYECKOE,
KapIHUOJIOTHYECKOe HIIM TaCTPOIHTEPOJIOTHIECKOE OTHe-
JICHHE.

JIsi MHOTOHMYECKOW ITUCTPO(UU XapaKTEPHO BO3-
HUKHOBEHHE IIPH3HAKOB 3a0o0JieBaHUs B OoJice paHHEM
BO3pacTe y HOCIEIYIOUIUX NOKoNeHuH. bbulo mokasaHo,
YTO HA MOJIEKYJSIPHOM YPOBHE 3TO SIBJICHHE 3aKIIHOUYEHO B
HECTaOMJIFHOM TPUHYKJICOTHIHOM IIOBTOPE B TPEX IJIaB-
HBIX HETPAHCKPHOMPYEMBIX y4acTKax TeéHa B XpPOMOCOME
19 [15, 37]. [locnenuue maHHBIE 3aCTABIISIOT MPERIOIO-
JKHUTb, YTO TOT MOBTOP MOKET OKa3bIBATh CBOE TOKCHUYE-
ckoe BausHue Ha ypoBHe PHK. Ects mpennonoxenue,
4YTO TOBTOpstomuecs mnocienoBatenbHocT B PHK dop-
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MUPYIOT MaTOJIOTHUECKUE sJepHble CKOmIeHus. Takue
CKOIUICHHSI MOT'YT HapyIiaTh QyHKIUH SACPHOU MaTPUIIbL,
M3-32 4Eero HapymiaeTcs SKCIPECCHs APYTHX T€HOB. DTOT
3¢ (dexT MOXKET YACTUIHO OOBSCHUTH MYIBTHCUCTEMHOCTh
3a00eBaHHS.

Jluarno3 MUOTOHUYECKOI TUCTPOGHUN OOBIYHO HE BBI-
3BIBACT 3aTPYAHEHUI], €CIM UMETh B BUAY IIEPEUUCIICHHBIE
ocobenHoctH [27]. Jluarso3 moaTBepikaaeTCs MPU HOMOIIA
JHK-tecta, MplmedHas OMOICHS HPH 3TOM OOBIYHO HE
Tpebyercs. IlogpoOHBIIT cOOp cemeWHOro aHamMHe3a
OOBIYHO OTIpEneNsieT APYruX OOJBHBIX CPEOH WICHOB Ce-
MbH. ['eHeTHYeckoe KOHCYJIbTUPOBAHHE JOJDKHO IPOBO-
JUTHCA Kak U1 ayTOCOMHO-IOMMHAHTHOTO 3a00JIeBaHHUA,
XOTsI BO3MOXKHa M IiepeMeHHas skcnpeccus. OcoOeHHO
B)XHO BBIIBUTH JKCHIIUH, YHACIEIOBABIINX I'CH, IOTOMY
YTO TSDKENast, 4acTo JIeTaIbHAas BpOXKACHHas popMma mepesa-
ercst IeTsM OT Mareped. TakuM >KCHIIMHAM MOXKHO TIpes-
JIOKUTh TE€HETUUECKOE KOHCYIBTHPOBAHNE U PCHATATIBHYIO
JMUAarHOCTHKY. [lalMeHThl ¢ MHOTOHUYECKOH aucTpodueit
JIOJDKHBI TTOCTOSIHHO HaOI0AaThesl Uil CBOEBPEMEHHOTO
oOHapy)XeHHsI TOpakeHHs Apyrux cucreM. [loka He cy-
MIECTBYET aOCOMIOTHO 3()(HEKTHBHBIX METOIOB JICUCHUS,
HO yXe pa3padaThIBalOTCsA MpEnaparbl, KOTOPbIE CMOTYT
YMEHBIINUTH OTII0OKeHue naronorunueckux PHK [37].

Ecnu renetnueckuil TeCT Ha MMOTOHUYECKYO MUOIIA-
THIO OKa3aJICsl OTPUIATEIbHBIM, TO MOXKHO ITPEIIOIOKHUTh
y OOJILHOTO HEJJABHO OTKPHITOE 3a00JIeBaHIEe — MPOKCH-
MaJIbHYI0 MMOTOHUYECKYI0 Muonartuio [4, 37, 38]. Ora
MEHee PacHpoCTpaHeHHas! OOJe3Hb Xapakrepusyercs 00-
Jiee BBIPaXKEHHOUN NMPOKCUMAabHOM, 4YeM JUCTaJIbHON MHO-
naThei, HO MOXKeT UMETh M CUMIITOMBI, CXOXHE C MHOTO-
HUYECKOW MuomnaTHed. MelmedHas 00ib MOXKET OBITH
3aMETHBIM CHMITOMOM, YTO ITO3BOJIUT 3aIl0{03PUTH 3TOT
JIrarfo3. Moset ObITh 3a()MKCHPOBAHO IOBHIIIEHUE (ep-
MEHTOB Ile4eHHU. [ eHeTndeckuii 1edeKT, ¢ KOTOPhIM CBSI-
3aHO 3TO ayTOCOMHO-IOMHHAHTHOE 3a0o0JieBaHME, HEIaB-
HO OBUI OTKPBIT — 3TO IOBTOP MOCIEIOBATEIFHOCTH
LTI B uatpoHe 1 rena Genxka zinc finger ma xpomocome
3. Kak u B ciyyae ¢ MHOTOHHYECKOH AUCTpOQHEH, eCTh
MHEHHE, 4YTO 3TOT HETpaHCKpHOMpyeMblli nedekT Ha
PHK-ypoBHe mpHBOANT K 0Opa3oBaHUIO SIEPHBIX OTIIO-
xeHunil. [Ipu3Hakn yMepeHHOW aHTUIUIANNH 3a(pHUKCHPO-
BaHBI Y OOJNBHBIX C MPOKCUMAILHONH MHOTOHUYECKOM JHcC-
Tpoduei, HO TSHKENbIe BPOXKIeHHBIE (HOPMBI HE OIIMCAHBI.

JlparHoctuka HEHPOMBIIIEYHBIX 3a00JIEBaHUI ITOJHO-
LIEHHO BCTYNWJIA B MOJEKyISIpHO-TeHeTuuecKyto 3py. JHK-
JIMarHocTHKa pa3paboTaHa JuIsi MHOTHX M3 3THX 3a0oieBa-
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HUI ¥ YaCTO YCTPAHSCT HEOOXOAUMOCTh UHBA3UBHBIX aHA-
JIM30B, TAKHX KaK MBIIICYHAS WIA HEBPAIbHAs OUOICHS.
Jns HaceACTBeHHBIX HEHpOmaTHii HeOOXOIUMBI HEHpOo(hH-
3MOJIOTUYECKHE WUCCICIOBAHUS U d(PPEKTUBHBIA BBIOOD Te-
HETUYECKUX TECTOB. MBIIeUHass OWOIICHS OCTaeTcsi HeoO-
XOMMOUN B KOHKPETHBIX CIIy4asX, HAIpHMEp IPH BCECTO-
POHHEM 00CIIeIOBaHUH TTAIIMEHTOB ¢ KOHEYHOCTHO-TIOSICHOM
MBIIICYHOW JUCTPOPHEH U HEKOTOPHIMH META0OIMYCCKH-
MH MHOTIaTHSMH. Ba’kHO OTMETHTB, YTO €CJIH MCCIeI0Ba-
HHEe o0pasla KpOBH HEOOXOIMMO Ui ONpEeAeTICHHUS
OOoJBIICH YaCTH TeHEeTHYECKON MATOJIOTHHU, TO JJIS aHAIIH-
3a mutoxouapuanbHoi JJHK nHambonee muarHoctuuecku
3HAYUMBIM OCTACTCA HCCJIICJOBAHUEC MBIIICYHOI'O 6I/IOHTa-
Ta.
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