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BUIPIZHAETHCS OUIBII BAXXKKUM IepediroM Ta THUIIOM YCNaAKyBaHHS.
3 toro MmomeHTy BM mnouana taxoxx HocutH Ha3sy Mb abo MT.

3aXBOPIOBaHHS BIAHOCUTBLCS A0 PIAKICHHUX narojioriil. Yactora
cTaHOBUTE 1-9,4:100 TUC HaceNeHHs, 3ajJeXHO BIJ €THIYHOI NpuHa-
nexHocti [3]. Yactora B €Bpomi cranoButh 1:100 THe, B kpaiHax
Cxanaunasif — 1:10 tuc [1].

Ha crorozHi BuainsawoTe ABI dopmu BM: MT 3 ayrocomno-
noMiHaHTHHM (A]]) THNOM ycnankyBaHHs, MaHidecTye 3 2-3 poKiB Ta
MB 3 ayTocoMHO-peliecuBHUM (AP) TunoMm ycnaakyBaHHA, CAMITTOMHA
SAKOT pO3MOUMHAIOTLEA Y Billi 4-12 pokiB, a nepedir Gibll BaXKKHH, HIX
MT. BcranoBneno, wo yacrora Mb Buiia, vick MT B 2-3 pasy, 1o npu
BIACYTHOCTI CIMEHHOro aHaMHe3y NpakTH4Ho BUKIModae MT. Crarese
cnisBigHomeHHs M:F npu Mb ctanoButh 6:6, a ipu MT — 4:3.

Pozeutok BM o6ymoBneHuit My tauissMu (MiceHC-3aMiHM, HOHCEHC-
MyTalii, AeNeuil, 1Hceplii) reHy xjopHoro kaHany CLCNI (jokyc
7q35), sxi y xBopux MT npeacTaBlieHi B TeTepO3UTOTHOMY CTaHl, a 'y
XBOpUX Ha MD ~ B reTepo3uroriomy a6o B roMO3UroTHOMY. Onucano
6urpwe 160 pizHuX MyTaliil, OUTBUIICTE 3 HUX MPEACTABIEH]I MICEHC
MyTallismu; Oaratro MyTallii He BIAMNOBIJAE JOMIHAHTHOMY abo
pelleCHBHOMY TUMY ycnaakyBaHHs. Oxpim Toro, dinbie Hik y 30%
nauieHTiB 3 BM He 3HaxoasTh MyTauii B rem1 CLCN/, a 'y Bunaakax 3
€NUHUM YPaXEHUM B POJANHI HE 3aBXKJIM BUABJSAIOTL ApYry MyTaLilo.
B Toii ke wac BijjoMi Bunajgku BM 3 HagBHicTIO Gl)IbLIIE OBOX MYyTaWiH
B redi CLCN/, 110 CBIIYMTE MPO MOMIAMBICTE HAABHOCTI 1X B LIMUC-
nojoxeHHi (Ha oaHill xpomocomi). Taxi Bunaikd Mornu 6u GyTd He
piakicTio, AkOW MOIIYK He 3aBepIlyBaBCs TICAS BUSABIEHHS IBOX
MyTauii. CbOrOAHI BIIOMI HE yCi MeXaHi3MH, SIKi IpUHMAIOThL y4acTb
y 30ykeHHI M’430BOT0 BOJIOKHA. HasABHICTE KOMIIEHCATOPHMX
MEXaHI3MIB IHIOMX TEeHIB Ta IX MPOAYKTIB TAKOX MOXE BHU3HAYaTH
BaxxkicTh MT Ta MB, pyiinytoun dpeno-renoTunosi kopensuii. Ocob-
JIMBOCTI 3 HASBHICTIO MYTAUil, SKi He BU3HAYAIOTE THIT YCIIaIKyBaHHS
npu BM, Bkpali yTpyaHIOIOTh MEIUKO-TeHETHYHE KOHCYAbTYBAHHS 3
posMexyBaHHAM Ha A/l abo AP Tunm ycnaikyBaHHS He JMLle B
cropaanvyHuX BUnaakax [1].

VY niteit 3 BM cnocrtepira€Tbes yMoBUIBHEHHS po3c/ia0lieHHs
M'A31B MICAS X CKOPOYEHHS, SKe MOXe OYyTH NPUHYMHOIO CKYTOCTI
M’a3iB. baTbkU MOXYTh TOMITHTH Yy HiTel clabKICTh Ta CKYTICTh
pyxiB. PyKH, HOTW Ta TOBIKM CTalOTh CKYTUMH [3-32 HE3HATHOCTI
po3caadbuTi M’ s3u. O3HAKM MIOTOHIT 3MEHINYIOTBCS 3 BIKOM, ajie He
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3HUKAIOTH, HAWOINBLI TIOMITHI Micas mepioay BiamouynHky. BM ne
BHKJIUKAE JUCTPOPII Ta cIabKOCTI M’A3iB, 3a3BMYAll CIOCTEPIraeThes
X rineptpodis («aTNeTHIHMID BUTNIAL).

O3znakn MT MOXYTh NPOSABUTHCS BXKE Ha MEPIIOMY POL XUTTS abo
B paHHBOMY Billi. OCHOBHA O3HaKa — MOPYUIEHHS PYXiB, AK€ IOJIArac B
TOMY, LIO Micis CHJIBHOTO CKOPOYEHHS M’S3iB PI3KO YTpYAHEHE
po3ciablieHHs, ajle NpU MOBTOpaX PYXIB BOHH CTAlOTh OUIBLI Billb-
HuMH. Crna3sMpe TOCHIIOIOTBCS NPU  TIEPEOXONIOJUKEHHI a0 BHY-
TPILIHBEOMY HanpyXeHHI. CrnovaTky BpaskalOThCs BEpXHI KIHLIBKH Ta
o0nuuusa. BaxkicTb pos3cnabneHHs TrJIOTKOBUX M A31B  BUKJIHMKAE
NOpylIeHHA KOBTaHHA. XBOpl MawTh «aTJeTHYHHI» BHUMIsA. [lpu
NOCTYKYBaHHI TI0 M’A3aX Ha Miclli yHAapy YTBOPIOETHCS BaJUK.
CUMIITOM BajWKa MOXE TaKOX CrocTepiraTHca i B M sA3ax A3HKa.
MT nporpecye noBibHO, ICUXiKa HE CTPAKAAE.

Mb aGo reHepanizoBaHa MIOTOHIS, BIAPIZHAETbCS IeHEpatizo-
BaHMM YPa)K€HHAM M’A3iB, aTpodi€lo M’A31B Mepearivusa Ta Wi,
NOYMHAETECA B OUTBII NI3HBOMY Billl, XapaKTepHU3YEThCA TPo-
rpecyroMuM Mepebirom, cnovwatky Bpakae HUXKHI KIHIIBKH, NOCTYIIOBO
3aNyyac B MATOJNOTIYHUH NTPOUEC IPYITH M 3IB Y BUCXIAHOMY NOPAIKY,
301NblIEHHsT M’ g3eBOi Macu Oinbln BupakeHe. Y aitedl 3 Mb moxe
criocTepiraTucst ¢yabKicTh MIiCHs TPUBAJOro HEpioay BLAMOUMHKY, 3
BIKOM MOXe nocunutucs. OnucaHi rinoroHaausM Ta MOTOBLUEHHA
KICTOK yepena [2].

ITino3pa Ha BM BUHUKAE [PH HAABHOCTI Y JUTHHH XAPaKTEPHOTO
30BHIIIHBOrO BUIIISTY, HE3AATHOCTI LUBUAKO PO3TUCHYTH KyJIaK IiCJIs
HOro CTUCHEHHS | TPUBANOTO CKOpPOYEHHs M3y abo Horo mocMmu-
KyBaHHA IICHS yAapy IO HBOMY MOJIOTOYKOM. YacTiule 3aityya-
IOTHCS JIMIIe HWKHI KiHLIBKH, IHOAL — M’ 931 OYHHX SIOJIYK Ta KUCTEH.
Haiibinp11 XapakTepHOIO € reHepalizoBaHa He0OoMoUYa CKYTICTh, SIKa
TOCHJIFOETBCA Y CMOKOT Ta 3MEHINYEThCS MpH poboTi. Pyxu noBinbHi,
P NOBTOPEHHI MPHILIBUALITYIOTHCS.

EnexrponiarHocTHYHI AOCNIIKEHHS 3 BUKOPUCTAHHSAM CTanlapr-
HUX METOMIB CTUMYJLIHHOT enekTpoMiorpadii (EMI') ta ronkopot
EMI He possonsatoTe audepenuitoraty MT ta Mb.

KmiHIYHI UposBH Ta BUOALKM 3 BUSBICHMMHW MyTauisMmy, ski
XapakTepHi 1ns o6ox ¢opM BM, yrpyaHwowTes Bepudikaniwo
HO30JIOTIYHOI MPUHANEKHOCTI Ta PO3PaXyHOK I€HETHYHOTO PHU3UKY
B POJMHI HaBITh MMICAs BCTAHOBIIEHHS TeHOTUNY XBoporo. udepen-
HifiHAa JiarHocTHKa OKpeMuX ¢GOpM  CMagKOBHX  MIOTOHIYHHX
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CHUHAPOMIB — HEMNpocTa 3a7aya. Bepudikauiro HO30J0TiYHUX HopM
AOLIIBHO MPOBOARTH MOJNEKYIAPHO-TEeHETUIHHMK METOIaMH,

Hasoaumo Bunazok MiotoHil y xnomnuuka. [IpoGang M. (13 poxkis),
CTIPSIMOBAaHUH HEBPOJNIOroM [JIA BH3HAYEHHS I'€HETHYHOTO PH3HKY 3
niareo3oM MT. Ckapru Ha HeTpUBay CKYTICTh CKEJIETHUX M’ A3iB MpH
NepIIUX pyXaX, NOCUNIEHHS CKYTOCTI Ha XOJOi, MepioauvHy ciab-
KICTB Ticiig TpuBanoro GisMYHOro HaBaHTaxeHHA. JIuTHHA BiA nepol
BariTHOCTI Ha (POHI aHeMii, TOKCUKO3y, OaraToBOAJAs Ta 3arpo3u
BukuHA. [Tomoru ¢isionoriudi B 41 Tk recrauii. Maca Tijia npu
Hapomkenni — 3500 r, goexunHa —~ 59 cM. Pic Ta po3BuBascs y Biano-
BIOHOCTI A0 Biky. baTbku AUTHHU (HEHOTUIIOBO 3A0POBI, pOoOITHUKY;
Matept 33 poku; 6aTbkoBi — 39 pokis. I1mo6 3apeecTposanuii. Batbko
3j0BXHBae ankoroneM. CrniaakoBicts MO MNiHIT martepi oOTsbkeHa
LYKpOBUM Jia0eTOM Ta cepleBO-CYAMHHOKW MaTONOTIEI0; MO JiHil
OaTbka — XBOpoOa AnbuUreiiMepa Ta roCTpUid JefKo3.

ITepui 03HaKH (CKYTICTh B HOraX Ha MOYATKY PyXiB Ta aHAJOTIYHI
3MiHH B PyKax) 3aXBOPIOBaHHs BHsIBNIeHI y Bill 13 pokiB. CKyTIiCTh
MOLMPIOETHCSE HAa BCKO CKENETHY MYCKYNaTypi, OKpIM M’SI3iB mepea-
HBOI YepeBHOI cTiHKU. Ha Xonoxi, npu cTpeci, BUCOKiH Temneparypi
TiNia CKYTICTh Oinblu BUpakeHa 1a Tpupana. [1ix yac OAHOMaHITHOTO
HaBAaHTaX€HHA Ta OXOJOJXEHHS. — HeTpuBaJll mepioad cinabKocCTi.
YepenHi HepBH: B KyBalbHMX, TPyAHHO-KAIOUMUYHO-COCKOBMIHMX
M’s3aX Ta M’S3aX BEPXHBOI MOBIKH — YiTKi#i MIOTOHIUHHI (eHOMEH,
B KpYrOBOMY M’si3i oka BincyTHiH. [ToMipHO BHpakeHa reHepaizo-
BaHa Tineptpodis ckeleTHOl MycKyNaTypH, clabKko po3BUHEH] BEJIHKI
rpyaHi wm’s3u. Tpansutopa cnabkicte micnd 2-3  ¢opcoBaHuX
CKOpoYeHb M’s31B. CyXOXHJIKOBI peduiekcu 3 OinenciB 30epexeHi,
D=S, 3 BupakeHUM MIOTOHIYHUM KOMIIOHEHTOM 10 7 ¢. AKTHBHA Ta
MeXaHi4YHa MIOTOHis IMOMIPHO BHpPaXe€Ha y BCIX CKEJNIETHUX M’ s3aX.
EHMI": nigBuieHHs aMmuliTyau auctansHoi M-signosiai; 1IP3m-—-
HOpMa; TIABHIIECHHS CKOPOTIMBOI 3MATHOCTI AMCTAIbHHX M’ SA3iB.
I'omwacta EMIT — nonidasnicTs noteHuiainip pyxoBHX OJHHULL Ta
MIOTOHIYHI PO3PAIH.

MorsiekyisipHO-T€HETHYHA  JAarHOCTMKA: BHABJIEHO  MYyTallilo
c.2680C>T(p.Arg894*) rena CLCNI B TOMO3HrOTHOMY CTaHI.
3pobiieHo mpunyuieHHs Ha kopucth MbB y npoGanaa 3 AP Tuniom
yenaaxysanHs. Pekomenaopano nposecth JJHK-aiarsoctuky marepi
Ta 0aThbKa, IO JO3BONUTHL BepUdiKyBaTH HO3OJOTIYHME HiarHo3 Ta
BU3HAYUTH KOPEKTHUH FreHeTUYHNH PU3UK U YCIX UNEHIB pOAOBOAY.
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