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KimmHmaecknii ciiyuan

K Bpauy oOpaTvimick poauTen 1eBo4Ky, KoTopas 10 3-X
JIeT pa3BuBaslach HOpMasIbHO. [1o3xe pomurersiMu ObUIU
3aMedeHbl Y Hee CTPaHHbIe HEITPOV3BOJIbHBIE [IBVDKEHM
IIPaBOVI HOI'V, KOTOPBIe He MMesIV (PYHKIIMOHAIBHOIO
Ha3HaueHVs. Ellle mo3/iHee 3TO sBJIeHVE [TOSBIWIIOCH Ha
rpaBoii pyke. Iloxoxka Obula cilerka aTunmyHoM. Takke y
Hee 3aMedeHbl TPYAHOCTY IIPY CaMOOOCITy KMBaHWUY,
pasapaknTeIbHOCTh, CHVDKEHMe YCJIOBHBIX pedirekcos. K
Beyepy HaOIIOMaJIoCh yXyOIIeHVie CMMIITOMOB. Poaurernn
pebeHKa 310poBbl. HeoOXxoammo ycTaHOBUTD AMarHos 1
y3HAaTbh BEPOATHOCTD POXIIEHM 2 pebeHKa 3/I0POBbIM.




7151 moKa3aTesIbCTBa CEMEVTHOTO XapaKTepa Hacjle[OBaH M
3a00J1eBaHVs ObUT ITPOBEJIEH TeHeaJIOTMYeCKT aHaJIS3.

B xote Hero ObUIO yCTaHOBJIEHO, UTO
nenymika (I12) pebenka 110 MaTepHCKO
JIVHVIV VIMeJI TPeMOP, CKOJIVIO3, CTpajiall
paccTpOVICTBOM CHA M TPYJHOCTU B
1posBiIeHnM sMounit. VIndopmanym o
poAUTeIaX OTIIa He MMeJIoch. Takum
o0pa3oM IpejrnosaraeTcs, 4YTo JeBouka
(ITI3) mosyunia gBa pereccMBHBIX
aJUIesIst II0 OJHOMY OT KaXKIOro
poaunTesis, KOTOpble MMEeIOT
dpeHOTUIIITUECKYIO HOPMY, HO

reHeTUYeCK! SABJISIOTCS TeTepOo3UroTamMm
110 reHy OoJsiesHn. Matepu(I1)
peLleCCBHBIN ajUIesIb JOCTAJICA OT ee
oruia (I2), KoTopsIN ABIIAIICS
TOMO3UIOTOV 110 MyTaHTHOMY aJUIeJIIO.
Mo>XXHO IIpeIIIoI0XUTE, YTO B
riokosteHmsx otia(l12) meBoukm Toxe
VIMEJIVICh CJIy4Yayt 3TOro 3a0osIeBaHMA.




JTrarHocTmKa 3a001eBaHMA

buoxmMmaeckm aHams
KomMrisroTepHble MeTOIbI AVarHOCTUKN

MOHGKYJ’ISIPHO-I’GHQTT/IIIQCKT/IQ ncciiea0BaHMA




brioxmMmyeckum agHams

B xome OmoxmMmdeckoro aHaIM3a MO4YM BbISIBIIEHO CHVDKEHVE YPOBHS
KaTexostaMmHOB ([IODPA, nodammHa v Ip.) OTHOCUTEIIBHO X HOPMaJIbHBIX
spageHmvt: 80 nr/ w1 ripy HopMe okosto 140 ir/ Mt

):[pyrr/[e IIOKa3aTeJIrM HaXOOWINCh B IIp€ejiaX X CpT/IST/IOHOI’T/I‘IeCKT/IX HOPM.



OMIIBIOTEPHDBIEC METO/IbI

o DJeKTpoMuorpadpms

-He 0OHapYy>XMBAIOTCS MBIIIIEYHbIE VJIV HeBpaJIbHbIe HapyIIeH.
PervicrpmpoBaice sKcTpanmpaMyIHble HApYIIeHVsI MBIIIIeYHOTO TOHYCA B
KOHEUHOCTAX — OCOOEHHO B ITepeIHIMX MBIIIIIaX TOJIEHVI 1 YeTbIPexIiIaBo
MblIIle Oexgpa. Hauasio mponsBoIbHOro coxparieHns OTCpOYeHO, IIOJIHOe
COKpallleHvie 3aHMMaJIO OoJIblile BpeMeHV, yeM B HopMe. I Ipn koHTpoipHOM
OMI 11ocs1e rpreMa JIeBOOIIBI I1IaTOJIOI A He IIPOsBIIsIach.



O DJIeKTpO3HIIedasiorpaMmma

I Tpu Buaeo-20I' -MOHUTOPVMHIe HOYHOT'O CHa OTMeYaeTCs Ba Bria
IOBVDKEHNV TYJIOBUILA: TeHepaIM30BaHHbIe TOHUYEeCKIe COKPalleHVIs
aKCMaJIBHOVI MYCKYJIaTy Pbl [IJINTEIILHOCTBIO OoJIee 2 ¢ 11 ObICTpBIe
dasvueckve ABVDKEHVIS WIIN B3 parvBaH IINTeIIbHOCTBIO 0,5 ¢ vn
MeHblle. Ha doHe nenpuBarim cHa 3Tv IBVDKeHMS ycvumBatoTcsa. Ha
doHe Teparv J1€BOZOION YacTOTa ABVDKEHMV BO CHe He MeHsIeTCs, HO
BOCCTaHAaBJIMBAETCA IMKINYHOCTD cHa. [Ipu Buneo-220I'-MmoHuTOpUHTE
HOYHOI'O CHA JIaHHBIE 3JICKTPUYECKOV aKTMBHOCTVI MO3Tra COIIOCTABIISAIOT C
ABUraTeIbHOV aKTVBHOCTBIO KOHEYHOCTEN, BEeK U T.1,.



MosteKyIIpHO-TeHeTIMYeCKIe

TACCTIATITORAHIAYI
VICCO/IC / LU DATIvViI7ZY
| |
2 3 4 5 6 7 8 9 10 1" 12 13 14
c.-7;g>1 p.Leuggfs p.Leu205Pro p.Gly247Ser :'g;::ss%w
c.-70G> Arg169X Cys207 : 1
c-69T>A i PCys207Tyr ) p.Gly414Arg
p.Asp227Gly= p.Thr276Pro ¢.1198-24T>A
p.Arg233His =t  p.Pro301Ala E J
p.Leu236Pro=  p.Phe309Ser = p.Gin38ilys  p.Prods2Leu
= p.Leu387Met  p.Thrd494Met =
p.Ala241Thr =
p.His246Tyr p.Thr314Met = = p.lle394Thr  p.Aspd98Gly =
p.Arg319Pro = = p.Thr399Met  p.Leu510GIn =
p-Arg328Trp L Cys350Phe
P-Arg337His =t L o Phe375Leu
k p.Ala376Val

IJId  BBIABIIEHMSA Ha/MuMsd TOYKOBBIX MyTaumim B rede TH
npuMeHsietca Metox npsMmont IHK-gmarHoctuxu. YV 1mpobanna
BbIerraoT JTHK m3 BeHO3HOM KpoBU nyTeM (peHOII-XJIOPOPOPMHOMI
SKCTpaKIMM. 3aTeM HPOBOAAT aMiviMdpmkanmioo mostekyssr JTHK

MeTogoM [1LIP. @parmenTsl, T.e Bce 14 sk30HO0B reHa TH mccarenyror
MeTorroM SSCP.



Ha mopoxke 11 B resnp-anekTpodpopes BUIHO
VI3MEeHeHe 3JIeKTpOdOopeTIecKomn
MOJBVDKHOCTYI  OHOLIEIIOYeYHOro dQparMeHTa
11 skx30Ha ¢ MyCCceHC MyTallyer OTHOCUTEeIIbLHO
TOro Xe 3K30Ha Oe3 MmyTammmn. Busyamsarims
IIOCPEeNICTBOM 00JIyueHMUs: yiIbTpadmoiieToM ¢
IJIVIHOVI BOJTHBI 312HM.



BriBom

Takum 06pa30M, B X01e OMOXMMIMYECKOT0 aHaJIM3a MBI
YCTraHOBW A

YMeEHbIIIEeHVIE YPOBHA KaTEX0JIaMITHOB B MOYE

IIpM  KOMIIBIOTEPHBIX  MeTOAax  WCCJIedoBaHMS  OOHapyXWIn
XapaKTepHbIe MbIIIIeYHbIe HAPYIIIeH]

reHeaJIOrMYeCcKuUi aHaIn3 IIoKasajl HaM, 4yTo 3aboJjieBaHMe He ObUIO
CIIOpafiyecKyM  CjIy4aeM, a SBJIIeTCd  YHaCJIeOBAaHHBIM; U
reHeTYeCKNiI aHaJIn3 YCTaHOBWI pakT MmyTauun B 11 5K30He reHa
TUPO3VHIVIIIPOKCVIIA3HI.
Ha ocroBaruu noayueHHvlx 0AHHBIX MOXHO MOUYHO CKA3AIMb, UTHO Y
oebouxu umeemca JLODA - 3abucumasn oucmornus ¢ AP munom
Hac1e008anus, AekapcmBeHHas mepanus Komopou c6o0umcs k npuemy
npenapama Jle6ooonvl, nocie ueeo Haba00aencs Ovicmpoe U 0AUNeAbHOoe
yayumerue. Ymo xe kacaemcs Beposamuocmu poxxoeHus 2 peberka
300poBuim, mo oHa cocmabasem 75%.




