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g AypynapaslH TYKBIMKY yIIIEI
Tr€TEPOrCH/IIT]

Z).CDGHI/IJ'IKGTOHypVIFIHbIH,
/. 9TMOMNOIMACHI MEH NaToreHesi

- 3.benrinepi
4. AngblH any xongapbl Me eMi

5.TYKbIM KyanauTblH aypynapabl
eCcKepTyaiH Heri3ri sagicTepl



AypyabIH marorexesi oejriii
Oip re’Hre THecLIi KOHe 0J1 I'eH
dp TYpJii oTdacCKIFra THECLII
0oJ1ca OYJ1 2eHEMUKAIBIK

) 2emepo2eHoIK el arajaaabl.
I eHeTHKAJBIK reTeporeHIiK-
OYKLI TYKbIM KYaJJauThIH
aypyra THecuIl )KdHe 9P TYPpJIi
reHJaepaiH MyTalMsaACbIMEeH
KOpiHic Oepenl.




[ eTeporeHaik

) L
| AnnenbAi
AnnenbAal emMec
bip reHge op Typni
| N resge



. [eHeTukanbIk reteporeHaini
- Ke3-KernreH TYKbIM
KyanauTblH agam aypyblHa
TOH KyObInbIC.




~ 4 *Mbicanbl, Charcot-Marie-Tous aypyk
_Tya BiTKeH HelipoCeHCOpIbIK Kepet
. )KBHe TopAblH NMUTMEHTTI
nerpagaumsicbl ayTocoMabl-
NOMUHAHTThI XKeHEe ayTOCOM/bI-
SN peLieccUBTI Oepinyi MyMKIH. OOETTt

/. / cebebi annenbai emec

~reTteporeHainik; bipak 6ip nokycrer
annenbgepaiH anyaH TypRiniri TyKt
KyanayblnblKka acep eTeql.



~AnnenbAaik reteporeHaikTiH
TYbIHOAWUTLIH Benrinepi apTypni.
Mbicanbl, eki aypynapablH apTypne
\ayblpnbifbiHa 0annaHbICTbIl —
pnepaid, (IH TunTi
yKomnonmcaxapuamos Typi) kaHe
* XeHin LUene cuHAPOMHBIH (CYyMEKT
7/ MyKononucaxapuanosbl) TUMi Tek
- CyMeK neH bybliHOapfFa acepiH
TUTI3reHAIKTEeH, onap apTypni TyKbIl
KyananTblH aypynap o6onbin
caHangbl. LUbIHAbIFEIHOA, Onapablt
ekeyil anb@a-L-ngypoHmngasgbiH
¢ XETKINIKCI3AIrIHEeH TybIHOArFaH.




TyKbIMKyananmTbIH
aypynapgbl 3eptrey

apicTepi \
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Erisgepai LintoreHetukan
canbICTbIpy bIK

KbIHbIC
XPOMaTUHIH

[MpeHaTanbabIK aHbIKTay

AnarHoCTtuKarsay
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[eHeonorus-K agic.XIXf COH| | O. raJ'Ib’TOH/\.‘\

eHri3reH Oyn aaicTiH epek 13 neTy
aAaMHbIH aTaTeriHe Lexipesikeg Uk
ofaH Tanpgay kacanagbl. Tangay M>|<eCJH£|,e |
Ke3 KenreH 6ip KanbinTbl H/e nat 10 Anbl /"‘i;_\.
6enriHiH GipHeLwe ypnak 6okl con a,L'.I,aMHbII-I, k
TYbICTapbl apac TYKbIM KY. epeKLUeniri
aHblKTanaabl.Mmeq-K reHetnkaga oy enioﬂ/
KNUHUKOreHeonorma-K A.a.OnuTKeHi KnnH-K -
TeKcepynep Xypridy apk XXaHys.natosor-K
benrinep 3eptT.BackanapmeH canbicT-aa
reHeonor-K a4ic 3epTT XYPridy eH Konaunnsoi,
byrar:etikaHgan kypangap, nabopoTop-K
aHaIWI3-H KaxkeTl XoK. [lapirep-reHeTuk
NauNeHTTEH KaXXeTTI MariMeT any apk XXyMbIC
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AfaMHbIH TYKbBIM /\-\

KyanayLbinbIfblH yaiH
LUTOreHeTUKanbiK ici.. '

Xpomocomarap caHblHbIH e3repyiHe baw ICTbI 6onafb|kf
TYKbIM KyananTblH aypynap. d
cak

LintoreHeTukansbik agic->Kacylwanarsi xpo ocomarl

MEH KYPIbIChIH X8HE XbIHbIC XPOMAaTUHIH aHbIKTayFa-
GafbiTTanfaH aaic. byn sgicTi nanaanaHa oTeIPbIN. KakeINTh
Xafoavaa Hemece kaHpawv Aa 6ip natonorus KesiHaer \/
KapuoTUNTi 3ePTTEYMEH KaTap, MyTaLUMAnbIK XeHe

3BOMIOLMANBIK NpoLiecTepaiH kenbip 3aHabINbIKTapbiH Aa-—
aHblKTayFa MyMKIHAiIK 6epepni. Byn aaic apkbinbi:

1. XXacylwagarbl KapnoTunTi aHbIKTangbl

2. KapnoTtunTi 3epTTey apKblfibl XPOMOCOMa CaHbIH
aHbIKTanabl

3. XpomMmocomanapabiH MOPdONOrnsacbiH 3epTTen, onapabiH
KYPbIMbICbiHAa©3repictep 6ap XofblH aHbIKTaWUbl

4.XpoMOCo apAblH reHeTrKanblK kapTanapblH Xacay YLUiH
namganadagbl, on yLWiH XpoMmocomanapAbl TaHaamansl
boanabl.




XXbIHbIC XpOMaTH
aaicil.

[OHK xinwenepi, AHK xinwenepi . N\ i
MCTOHAObLIK aKkybl30eH bawns/bin, opanbln
HyKIneocoma XInLweciH Ty3eqj, HyKneoW
XIrnweci apbl Kapau wupaTbinbIn, e
ThIFbI3OarnbIin XpoMamuH XIinuweciHe
anHanagbl. XpoMaTuH ayxpomMamuH x/e
2emepoxpoMamuH KyniHae 6/abl.
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Erizpepai canbicThIpy SQJC{\

OHbIH aAMHbIH TYKbINPKYyasnan i
aypynapbiH 3epTTeyB [ MaHBI3bI.

 Erizgepai canbicTbipa OoTbIpbIYKaHAaW: Aa-Hip caﬁk_,_
H/e naTtonoruanbik 0enriHiH gamybiHOafbl CbIPTKb
opTa MEH reHOTUNTIH perniH aH/abl. \n&m/

 Erizgep: moHo/an3urottap 6/4bl. [Nonynauudn
erisgepaiH 1/3-re XXyblfbl MOHO3UrOTTap,2/3-re
XYbIfbl OU3UrOTTap YreciHe Tueqi.

» E2i30epdi carnbicmbipy 80iCiMEH MYKbIM
KyanaywablrbIKmbl 3epmmey 3 Ke3eHHeH mypaosbl:

TTTTTTTTTTT

e 2,3UrotalsibifblH aHbIKTay

. 3.eri3uepﬁ canbICTbIPY apKbinbl 0enriHiH
OamMyblHOAfFbl FeHeTUKanbIK /e opTta
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BuoxumMmusanbIK a4ic, T¥K‘I:)M/\°\'
KyanayuwblWbINbIFk

MaHbI3bI:

* BroXuMUANbIK 84iC — PEPMEHTTIK XKY.

benceHainiriH 3epTTey apKblfbl Xyprisineai. O

anmacy aypynapbliHblH cebebi— reHaik myta

aHblKTayfa , Con CUSKTbl OMOXUMUAMBIK TECTTED o

apKblnbl NATONOrMANbIK reHaepaiH reteposuroTanbl

TacbiMangaylbinapbiH aHblkTayFa MyMKIHAIK Oepeqi.

byn saic anam reHeTuKacblH 3epTTeyae COHFbI Ke3

KEHIHEH KonaaHbInbin Xxyp. XXannel agampga bonatbiH -

TYPNi TYyKbIM KyananTblH e3repicTep Krnetkafarbl 3aT

anmacyablH 0y3binybliHa Tikernen bannanbictel. Onap

COJ KNeTKaHblH KypambiHa KipeTiH 6enokTap, HyKneuH

KbILUKbINAapbl, KeMipcynap, Maunap, nMnuarep XxaHe T.

©. AnTansik\[IHK monekynacbiHaa esrepic bornca, oHaa

reH esrepnl’gereH ceas.
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[lpeHaTanbAbIK AMAEHOCTUKaNay .

o91IClI.

LinToreHeTukanblk saicke KaTin-Ia ap, 6JpaK KeI/IIHI'I
Ke3ne Xeke 3epTTey aici peTiHag HbIAbITY >t< prex
apicTepiH Oipi - npeHamarbObK uaaH‘oc : <)l
bonaluak ypnakTblH AeHcaynbirbl XXeHiHAe Meanko-
reHeTuKanblK KeHec bepyae MaHbI3gbl per arkapagbl
O©WTKeHi, aHTeHaTanbAbK (3MOpUOHanbAbIK) nalymm/
anfallkbl annapbHaa XyprisinreH septreynep *—
naTonornsHeH 6ap ekeHiH kepceTce, YPbKTbIH AaMybIH
TOKTaTyFa MyMKiHAOIK bonaabl. MyHbIH GipHelle afici
bap, bipak >kui KongaHblnaTbliHAAPb! YNbTPaAbIObICThIK
3eptTey (Y3U) xaHe amHmnoueHTes.[lpeHaTtangbl
OnarHocTukaHbl eki Typre benemisIHeasusiribl emec:
ypbikmbIYI]3. IHea3usmi: XopUOH- Hemece
nnayeHma= buoricusi; aMHUOUeHmMe3; KopooUueHmMe3s;

bynwbK em xeHe mepi buoricusicbl (Keneci
nabobamonlisikiKk OlIa2HOCMIIKANAYV)
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