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NAUUEHT:
BO3PACT:

54 ropa, 1964 r.p.

U/b Ne:

18730/C2018

24.05.2018 1. rocnuTaIU3upOBaH B IJIAHOBOM MOPSJIKE HA HEBPOJOTHUYECKOE OTACIICHUE
No2 KinuHUKM Hay4dHO-HCCIen0BaTebckoro HHCTUTYTa HeBposiorun @I'bOY BO “TICIIO
I'MY um. W. I1. [TaBnosa” M3 P® 1o HanpaBiaeHuio NOAUKIMHUKY . CaHkT-IleTepOypr.

*Hanobbl Npu NoCTynAeHUM:

CnabocTb B HUXKHUX KOHEYHOCTAX, Ppa3BMBalOLLYIOCA Npu xoabbe Ha paccTtoaHue
Ao 500 m U nepuoagnyeckue nageHua us-3a cnabocrtu B Horax.

- HapyweHue KoopanHaum, TOYHOCTU Le/IeHanpPaBieHHbIX ABUXEHUI B PYKaX.

- YMepeHHoe CHU}XeHune YyBCTBUTE/IbHOCTU B CTOMNAX U rONIEHAX.




[1aHHble anamnesis morbi:

Maw 2013 roga. BHe3anHo nocne puamn4eckom Harpy3Kkm m CTPECcCcoBbIX CUTYaL MM
BO3HWKNA TAXKECTb U cnabocTb B Horax. Mpoxoamn Kypc maccaxa ¢
HENPOAONKUTENbHbIM NONOKUTENbHbIM 3dPeKTOM. B TeuyeHume 2 net 3a
NoMOLLLbIO He obpaulancs.

AuBapb 2016 roga. MNaymeHT oTmevan HapacTaHme cnaboctun B Horax. B
NO/IMKNMHUNKE MO MECTY XUTeNbCTBa AaHHbIE CUMMTOMbI ObIZIM PACLLEEHEHbI KaK
NPOAB/IEHNA «PACNPOCTPAHEHHOro OCTEeOXOHAPO03a». BbinonHeHa:

MPT NMKOM ot 19.01.16: BeHTpanbHasa KAnHosmnaHaa gebopmauma tena L1
(mocneacTBMA KOMNPECCMOHHOTO Nepesioma), 3a4HAs NPAaBOCTOPOHHASA
CpeaunHHO-NapameanaHHan rpbiXa aucka L5-S1 pasamepom ao 6 mm. BropmyHbin
CTeHO03 NO3BOHOYHOro KaHasia Ha ypoBHe L5-5S1.

Kypc KoHcepBaTMBHOM Tepanumn 6e3 apdeKra.

®deBpanb 2016 roga. OTmeyaeT CHUKEHUA gucTaHuum xoabbul Ao 1000 meTpos,
cnaboctb B pykax. BoinonHeHa MPT LLUOIM o1 03.02.16: npaBOCTOPOHHAA
MeauaHHO-NapamegmaHHaAa rpbiXKa gucka C5-6 go 0,4 cm ¢ He3HaunTe/IbHbIM
KacaHmem KopelwkKa. Kypc KoHcepBaTuBHOM Tepanumn b6e3 adpdekTa.



[1aHHble anamnesis morbi:

AsrycTt 2016 roga. B cBA3K c coxpaHeHuem ¥anob obpatnsica nOBTOPHO
obpaTtmnca K Hespoaory. CumnToMbl NPOAO/IKAOTCA PACLLEHMBATHLCA KaK
NPOABNEHUA «KPACNPOCTPAHEHHOrO OCTEOXOHAPO3a». BbinonHeHa SHMIT ot
17.08.16: npn3HaKM BbIpaXKEHHOro Nopa*keHua nepeaHmUX poros CNUHHOIO
MO3ra Ha NOACHUYHOM, LenHOM, ByibbapHOM YPOBHSAX. YMepeHHoe
nopa*KeHne CEHCOPHbIX BOJIOKOH NO MNOJIMHEBPUTUYECKOMY TUMY aKCOHA/IbHOMo
XapaKTepa.

OKTA6pb 2016 roga. AmbynatopHbIv npmuem HeBposora NMCMNerMy. Yuntoisas
ceMeMnHbIM aHamHe3 (pogHon bpaT naumeHTa cTpagaeT bonesHblo KeHHeaw,
nebiot ¢ 2002 ropa), peKOMEHA0BAHO BbIMONHEHUE TEHETUYECKOro aHa/In3a Ha
6a3e nabopatopum HNL MCMA6GIMY. (BbiasneHa akcnaHcmsa CAG-noBTOpOB
(n=40) reHa AR. ) U NNhaHOBAA rocNMUTaNn3aLUMA B HEBPOJIOTMYECKOE OTAENEHNE
No2 knnHukn HUU HeBponorum ana noobcnenoBaHUa M NPOXOXKAEHMA Kypca
KOHCEPBATUBHOM Tepanmun 1 peabuantaumoHHbIX MEPONPUATUN.



[eHeTnyeckoe TectuposaHue ot 02.02.2016

IMokaszarens Hopma ¥ Gonbroro
Onpenenenue s3xcnancuu npu Gosie3nn Kennemn (B rene AR)
Konnuecrso CAG-noBTOpOB B <34 CAG-noBTOpOB — HOpPMa; 40 CAG- noBTop
nepBoi aruenu resa AR 35-37 CAG-1OBTOpPOB — YMEPEHHOE
YBEIUYEHHE;
>38 CAG-11oBTOpPOB — BhIpOXKEHHASA
IKCTIAaHCHA
KomuectBo CAG-110BTOPOB BO <34 CAG noBTOpPOB — HOpMa; 0 CAG- noBrop

BTOpO¥ anienu reHa AR

35-37 CAG noBTOpoB — yMEpeHHOe
yBEJIMYESHHE;

>38 CTG noBTOpPOB — BBIpAXKEHHAA
IKCTIAHCHUA

Y 601bHOrO BblABNEHA BbIPAXKEHHAA
skcnaHcma CAG-noBTOPOB B NePBOWA
annenn reHa AR. (n=40)




AWNHAMWUKA NPOITPECCUPOBAHUA CUMITOMOB 3ABO/JIEBAHUA B TEMEHUE
NEPUOAA C MAA 2013 TOAA MO HOABPb 2018 NMOAA

5 IET U 6 MECALIEB
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KOOPAMHALIUH



JaHHble anamnesis vitae:

MecTo poXxkaeHus: r. JleHUHrpagp,
O6bpa3oBaHue: CpeagHee
bbiTOBble ycnoBua: YoosnetsoputenbHoe

HacnepcrBeHHble 3aboneBaHua: y poaHoro 6pata 6one3Hb KeHHean B BUAE
cnabocTtu B Horax, HayaBLueKca B Bo3pacTe 48 net (2002 roa) (nporkmsaet
B [epMaHMK, KOHTAKT NOTEPSH).

KypeHue: otpuuaer
Ankoronb: He 3noynotpebnsaer

MepeHeceHHble 3aboneBaHuA: Tynaa Tpasma Anua 8 2007 roay,
KOMMNPECCMOHHbIN nepesnioma L1 no3BoHKa ot 1998 roaa

dnuaemumonormyecknini aHamHes: Tybepkynes, BeHepuyeckme 3aboneBaHus,
™M, renatut: BUY, Cudnnunc, TybepKynes, BupycHbit renatut, oTpmLaerT.

OcmoTp ctomaTtonora s 2017r.
OcmoTp ruHeKonora B 2017 .

AnnepronorMyeckmMi aHamHes: aNiepruyeckme peakummn Ha IeKapCTBEHHbIE
npenapaTbl OTPULIAET.



[eHeanorunueckoe (poaocnoBHoe) Apeso

IIpeaxn ¥Yamyprsl.
9 O Haau4uu 60J1€3HH
N CpeIH pOACTBEHHHKOB
HEeH3BeCTHO.
9 Bospacr 2 roaa.
I ‘ ; . He o6caenoBan.

beable CHMBOJIBI - 310POBbBIE JIHLA, YePHbIe-00/1bHbIe. CTpPeJIKOH yKa3aH NpodaHI.




24.05.2018 O6beKTUBHbLIN OCMOTP

Oo1ree COCTOSIHHE YVAOBJICTBOPUTEIbHOE.
Temociaoxkenue HOpMOCTEHHYHOE. /lM3paduueckux
yept HeT. IlpusHakm ruHekomacTuu. KokHbIe
MOKPOBbI OOBIYHOUM OKPACKH M  BJIAJKHOCTH.
Jlumparnueckue y3Jjbl He NAJBNUPYOTCH. OTEKOB
HeT. YCC — 70 ymapoB B mumuyty. AJl — 130/80
mm.Hg, D=S. Iyabc CUMMETPHUYHBIMN,
PUTMUYHBbIM, He HanpskéH. ToHsl cepana
HPUIVIYIIEeHbI, PUTMUYHbIC, IIIYMOB HeT. /IbIXaHue
KeCTKOe, XpUNoOB  HeT. JKMBOT  MAIKHUH,
0e300/1e3HeHHbI. DYHKIIUA TAa30BbIX OPraHoOB He
HAPYLICHBI.



U/b Ne: 18730/C2018

24.05.2018 OcmoTp HeBpoiora

Co3nanme sicnoe. Ilcuxoruueckne HApYIHICHUS HE BbBISABJICHDI.

3MOIII/IOH3JII)HI)IC U UHTC/VICKTYAJBbHO-MHECTHYECCKHUEC HAPYIICHUSA HE BbIfAABJICHDbI.

Yepennble HepBbl: 'eMuaHoncuu He BbISIBJIEHO. 3pauKu NMPaBWILHOW (popmbl, cpeaHero nuamerpa, D=S. Peakuum 3paykoB Ha

cBeT (MpsiMasi M COAPYKeCTBEHHAsI) ;KUBasi, CHAMMeTpUYHAasi. [BH:KeHHUsI IJIa3HBIX sI0JIOK B MOJHOM 00beMe.

Junonusi npyM B3Lsie NPsiMO U B KpaiiHux orBeaenusx. [lagbnanus Toyexk BbIX04a TPOHHMYHOIO HepBa 0e300/1e3HEHHA C JIBYX
cTOpoH. I'mnecre3usi Ha JMIe CIPAaBa — MOCJEACTBHA TYNOil TPAaBMbI MATKMX TKaHel juua. Ci1adocTb MUMHYECKHX MBIIII CJIeBA.
DacuuKyJIAIMT MUMHYECKUX MBI, MBI A3bIKA.

HeBbipa:keHHasi qu3apTpus, qucparuu, 1uconun Her. Arpodus sizbika. Ciiennl 3y60B Ha si3bIKe ¢ ABYX cTopoH. Uvula no cpexneii
JuHuU. Msirkoe He00 NMOABUKHO, HATIPSATaeTCcs ¢ Jierkoil acummerpueii D>S.

JABurarenbHas cucrema: Cusia MpIlII KOHEYHOCTEll B MOKOe NMOJHASA (JIerkasi yCTYMMYMBOCTh B NMPOKCUMAJIBHBIX OTAeJaX MpaBoi

BepxHeili koHeuHocTH). [locsie Harpy3km ormedaercs ¢1a00CTh B MbIIILAX HUKHUX KOHEYHOCTell NMPOKCUMAJIBLHO 10 4 0a/1710B.
I'ny0okue peduiekcbl: ¢ BepXHMX KOHEYHOCTel: kapmo-paauaabHble D=S, Ounenc- u tpunenc-peduiexkcst D=S, orcyTcTBYyIOT; €
HMJKHUX KOHe4YHOCTel: KojeHHble D=S orcyrcrByloT; axmiioBbl D=S, orcyrcrByior. IlaTosiorndyeckux KHCTeBBIX U CTOMHBIX
3HAKOB He BbISIBJIeHO. TOHYC MBI KOHeYHOCTel cHMxeH D=S.

IKCTpaNMPAMUIHAA CHCTEMA: HA MOMEHT OCMOTPA HAPYLICHUH He BbISIBJICHO.

YyBCTBUTEJIBHOCTD. HOJIl/lHeBpHTI/I'-IeCKI/Iﬁ CUHAPOM IO THIIY rHIepecTe3u Ha HUKHUX KOHCIHOCTAX C YPOBHSA IOJEHOCTOIMHBIX

CYCTABOB.
Koopaunauus: najibie-HOCOBYI0 NPo0y BBINOJHsIET ¢ HHTeHIHelH D=S, nsTouHo-Ko/JIeHHYI0 NPoOy - y1oBJIeTBOpUTEIbHO, D=S. B
no3e PomOepra Jierkasi markocTb 0e3 YeTKOH JaTepaju3anvu, B YCJ0KHEHHON mo3e PomOepra BbIpakeHHasi IATKOCTh €
OTKJIOHEHUEM Ha3a] U BIPAaBo.

MenuHnreajbHble CHMITOMbBI: HA MOMEHT OCMOTPA MeHHHIeaIbHble 3HAKH He BbISIBJICHBI.

CraTuka U IMHAMMKA I03BOHOYHHMKA . B OSICHUYHO-KPECTI0BOM OT/ejie MO3BOHOYHUKA.

JlokajibHble MbIIIIEYHO-TOHUYECKHE HAPYIIIEHHS: B OSICHUYHO-KPECTIOBOM OT/leJie I03BOHOYHMKA.
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N/B Ne: 18730/C2018

BbiAaBNEHHbIe HapyLweHuaA.

* [nasopBuraTenbHble HapyweHUA (aMnaonua npu B3rnaae
NPAMO U B KpalHUX OTBeAeHUAX);

e OpoanHrsomaHaubynapHbie pacumnKkynauum;
* JnemeHTbl 6yNb6APHOro CMHAPOMA;

*  HwxXHun nepudepuyeckmnii NpoKCMMasabHbi Napanapes Ao
4 6annos;

° nOI'II/lHEBpI/ITVl‘-IeCKVlﬁ cMHAPOM NO TUNY r<Mnepecrtesnn Ha
HUXHUNX KOHEYHOCTAX,

* MbIWEYHO-TOHNYECKUMN CUMHAPOM B NOACHUYHO-KpecTuoBOM
otaene Nn0O3BOHOYHUKA,

 HapyweHune cTaTUKM U AUHAMUKN B NOACHUYHO-KPECTLLOBOM
oTaene No3BOHOYHUKA.

11



12



Mnotpoduna moiwy A3bIKa




MeXXKOCTHbIe MbiLLLLbl
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BHelwHuM Bna 6onbHOro




O6wwun aHanus kposu ot 05.06.2018.

SPUTPOLNTEL 4.5 10%?/; (4.1 - 5.1)

T'eMOTJIOBMH 142 /1 (132 - 164)

[IBeTOBOM INOKAasaTeJb 0.95 (0.85 = 1.05)

T'emaTokput 41.0 % (40.0 - 48.0)

CpenHuli ODOBEM BPUTPOLUTA 91.9 b (85.0 - 105.0)

CpenHee cogzepxaHMe Hb B »puTpoll. 31.9 nr (24.0 - 33.0)

CpenHsasa KOHUeHTpaumsa Hb B spuTpoll. 348 T/ (300 - 380)

VHOmekC pacrnpenejyieHus o obweMy »puTp. 13.9 % (11.5 - 15.5)

TPOMOOLIMTE 180 10°%/: (150 - 400)

lmprHa pacrnepenesyieHus TpoMmO. N0 obveMy 16.6 % (10.0 = 20.0)

CpenoHut obwbeM TpoMboLMUTa 8.7 b (7 - 10.4)

TPOMOOKPUT 0.16 % (O 15 - 0.40)

Jle I KOLUTE 4.3 10%/: (4.0 - 8.8)
OTHOCUTEJILHEIE aBCOJIITHEIE

HelTpo @b 54.2 % (46.0 - 72.0) 2.33 10°/m (2.20 - 4.80)

JIMMOOLMTEL 38.5 % (18.0 - 40.0) 1.7 10°/ 7 (1.2 - 2.5)

MOHOUMTEL 4.8 % (0.0 - 9.0) 0.21 10%/: (0.09 - 0.60)

Basodusl 0.8 % (0.0 - 1.0) 0.034 10°/ 7 (0.000 - 0.065)

503MHOQUIIEL 1.7 % (0.0 - 5.0) 0.073 10°/m (0.000 - 0.300)

CKOpPOCTh OCeImaHmusd DPUTPOLMUTOB 11 > MM/ uyac (1 - 10)
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Buoxmmunueckuin aHanus Kposum ot 05.06.2018.

KpeaTnumu

Kanum

HaTpum

Obumy 6eJioK
T'nmoxkoza HaTomak

Bunmpy6muH M ero opaxumm
BunupyOuH oOmmm
Bunupy®uH OpsaMomn
BunupyOuH HenpsaMoMn

AJIT
ACT

XojecTepmuH oOOWMM

Burammu Bl2
donmeBasg KMUCJIOTA
Kanum

HaTpum

JlakTaTmermgporeHaszsa (JIOT)

KpeaTmHkMHaza

0.061 MMOJIb / J1
5.1 MMOJIB / J1
141.0 MMOJIb / J1
75 T/7n
5.60 MMOJIb / J1
18.6 MKMOJIb / JI
1.50 MKMOJIb / JI
17.1 MKMOJIb / JI
45.0 > E/n
29.0 E/n
5.70 > MMOJIE / J1
250.00 [IMOJIb / J1 (133.00
12.9 < HMOJIb / JI (>14.9)
5.3 > MMOJIb / JI
138.9 MMOJIB / JI
178 E/n
859 > E/m

(0.053 - 0.115)
(3.5 - 5.1)
(135.0 - 148.0)

(65 - 85)
(3.90 - 6.10)
(3.4 - 20.5)
(<3.40)

(10.0 - 40.0)
(10.0 - 42.0)
(3.10 - 5.20)

675. OO) KpoBr (renapuH)

Kposb (renapu)
(3.5 - 5.1)
(135.0 - 148.0)
(91 - 180)
(30 = 200)
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fopmoHanbHbIM cTaTtyc oT 05.06.2018.

QONINIMKYJIOCTUMYIMPYIMY TOpMOH 4.0

(OCT")
[IposaxkTmH

TecTOoCTEPOH OOWMUM

PoOA

113.8
23.7
0.9

ME /1

MME /71
HMOJIL / J1

HD/MIT

(1.3 - 19.3)

(56.2 - 280.0)
(6.1 - 27.1)
(0.0 - 10.0)

Kpoeb (crIBOpOTKA)

KpoBb (CrEIBOPOTKA)
KpoBb (crEIBOPOTKA)

Kpoeb (CHIBOpPOTKA)

Hekypamme: 0.00 - 3.00 uvr/mMn
kypamme: 0.00 - 10.00 ur/mn

Beckman Coulter
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O6wunin aHanus moum ot 05.06.2018.

KomunuecTBO 50 MJT

IeeT COJIOMEHHO—XeJiTasa

[Ipo3pPayYHOCTh npospayHasa

OTH. IIJIOTHOCTB 1.007 < ro/wMmm; (1.012 - 1.025)

Peakuusa 5.0 en. (5.0 = 9.0) KMcJyasa
XuMmMueckoe mucciyemgoBaHMe

Bejsiok 0.000 T/ (0.000 = 0.015)

TUII0KO03a 0 MMOJIb / JI

KeToHOBHE TeJja 0 MMOJIb / JI

T'eMOTJIOOUH 0 MT/ J1

Bunupy©uH 0 MKMOJIb / JI

YpoOunmHoOTeH 0 MKMOJIb / JI
Mukpockonmueckoe MCCIefoBaHMe ocanmkKka MoumM

JIeMKOLMTE 0-1 KJI/B II.3p

SPUTPOLUTE HEM3MEHEHHBE 0 KJI/B II.3p

SuuTenut NJIOCKUM 0-1 KJI/B II.3p

Cnussb He oOHapyXeHa

Cornm OTCyTCTBYIOT

BakTepun He oOHapyXeHEH

Muiiemm He oOHapyxeH

I OXXKM He oOHapyxXeHE

(pH<LT)

19



dneKTpoKkapaguorpamma ot 07.06.2018

RR : 1.05 cex; PQ : 0.17 cex; QRS : 0.08 cek; QT : 0.40 cex; L : +60 rp.; R=S : V3; IloJi0:xeHue
JIEKTPUYECKOH OCH cep/la : HOpMaIbHOE
IKI'-3AK/IFOYEHMUE
Putm:
cunycoBas Opanukapaus ¢ UYCC : 57 ya. B MuH.
IIpu3naku runepTpoduu JIEBOTO KETyA0UKa

20



U/b Ne: 18730/C2018

KNMHUYECKMA AUATHO3:

X-cuenneHHan peueccMBHana CNMHANbHO-bynbbapHan
MbilWeyHana atpodusna (6onesHb KeHHeam).

21



[lpoBOAMMOE NnevyeHuUe:

Sol. Mildronati 5,0 + Sol. NaCl 0,9% - 200,0
BHYTpMBEHHO KanenbHo N210;

Sol. Vitamini B1, B6, B12 — 2,0 BHYTPUMbILLIEYHO Yepes
neHb Ne10;

JleuebHaa dusmyeckana KyabTypa B rpynne;
JleyebHbIN Mmaccax;

dnsnotepaneBTUYECKOE SIeYeHMe:
-CUHYCOMAA/IbHbIE MAarHUTHbIE TOKM,
-npeccoTepanuna Hor,

Urnopednekcotepanus;

MaHyanbHas Tepanus (MmodacumanbHbI penms).

22



PekomeHaauunu:

*  BbicokobenkoBasa gMeta c BUTaMUHAMU U MUKPOIEMEHTAMMU U OFPAHNYEHNEM
UPOB U YINEBOAOB;

*  KoHTponb 1 Koppekuuna Al (<140/90 mm pT cT). Tab. Jlopucta 50 mr. 1 1ab.
YTPOM.

 Tab. donunesasn Knucnota 1 mr— no 2 Tabnetkm ytpom, 2 Tabnetkm gHem n 1
Tabnetke Beuepom (1 mecaAu) c nocneaytowen caaven aHaam3a KpoBu Ha
dbonmesyo KUCNOTY;

e Tab. KombununeH — no 1 tabnetke 2 pasa B cyTkn (1 mecsau);

* Tab. KoH3mm Q 30 mr — no 1 TabneTtke 2 pasa B CYTKM B NepPBOMN NOIOBUHE AHA (2
mecaua), 3atem Kanc. MunbgoHuin 250 mr — no 1 kancyne ytpom n aHem (1
MecsL); 2 Kypca B roa;

 Kanc. Butamumu E 200 mr — no 1 kancyne 2 pasa B cyTkM (2 mecAaua); 2 kypca B
roa,

* PactBop ana npmema BHyTPb JIeBOKapHUTUH 20%-50 mna. [Mo 2 YyarHblie NOXKM 33
30 MmHYT oo eabl 1 pa3 B cyTkM (4 mecaua).

e E)xXeaHeBHble 3aHATUA JIDK;

23



X-cuenneHHana peueccMBHaa CNUHaNbHO-6ynbbapHaA MmbiweyHan atpodusn

(6bonesHb KeHHean)

Peakaa dopma CNMHANbHOW aMMOTPOPUUM B3POC/bIX, Hacneayemasa no X-cuenaeHHoMmy
pPeueccMBHoOMy TUnNy.

3abonesaemoctb (Ha 100 000 yenoBek)

MyX4nHb! AHeHWmnHSI
Bo3pac - - ~ — = - ~ = =
S 01 13 314 1425 2540 4060 60+ 01 13 314 1425 2540 4060 60+
s ‘—1_'\ -~
oy 0 0 0 19 22 2.4 26 0 0 0 03 | 07 1.1 1.2

3adoneswmx

PacnpoctpaHeHHOCTb 6one3Hu KeHHeau B otaenbHbIX yaycax pecnybauku Caxa-
Axkytuna (408,7 n 106,6 Ha 100 Tbic. MY>X4YMH) NpesBbillaeT MUPOBbIe 3HAYEeHUA B
necaTku pas |

bone3Hb KeHHean oTHOCAT K rpynne 601e3Hen «3KCNaHCUnU» — rpynne
HacneACTBEHHbIX 3ab0neBaHNI, B OCHOBE KOTOPbIX IEKUT YBEZIMYEHME KOIMYECTBA
NOBTOPOB TaHAEMHbIX TPUHYKNeotngos CAG naun CGG .
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X-CLLENNIEHHbIW PELLECCUBHbI TUN HAC/IEQOBAHMUA.

X-cuenseHHbI peueccMBHbIA TUM HAC/1e40BaHUA XapaKTepu3yeTcs
cnegyrowmMmm npusHaKamm:

1) 60nbHbIE NOABAAIOTCA HE B KaXXA0M NOKO/IEHUMU;

2) 6onbHOM pebeHOK poXKaaeTca y 340Pp0BbIX poauTeneu;

3) 6oneloT NpenmyLLecTBEHHO MY>KUYUHDI;

4) nposaBneHue npusHaKa (6onesHn) HabaaaeTca NpeumyL,ecTBEHHO MO

rOpU30OHTaNW;

5) BepoATHOCTb HacneaoBaHua — y 25 % Bcex aetei, B Tom uucne y 50 %
Ma/IbuMMKOB;

6) 340poBble MyXXUYUHDbI HE NepegatoT bonesHu.

I ._

. oo T
« W 0,00 f5IUI15
d)iﬂ]bilﬂ <5<5<5
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NcTopuna nsydyeHuma

 bBynbbocnuHanbHaa amuotpodun snepsbie bbina onncaHa B 1897
r. AnoHCKUm HesBponorom Hiroshi Kawahara, Ho ctana ussectHoun
BO BCeM mMupe KaK 6onesHb KeHHean c¢ 1968 r., koraa W.R.
Kennedy wu coastopbl Habnwpganun 11 6onbHbIX U3 ABYX
HepoACTBEHHbIX CEMEWN.

 Bnocneactsum B paborax A.E. Harding u coast. (1982) 6bin
onpegeneH reHetnyeckun pedekr npu 3tom 3aboneBaHun B
NPOKCUMaNbHOM oTAene ANAUHHOro nae4da X-xpomocomoi (Xq 21/3
- q22).

e B 1991 r. A.R. LaSpada wu coasT. pacwudposanu npupoay
pedeKra, obHapyKuB HeOObIMHO ANANHHbLIA NOBTOP U3 Tpex
Hykneotnaos (tpunnertbl) CAG (UMTO3UH—aAEHMH-TYaHUH) B reHe
aHAporeHHoro peuentopa — AR
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ITMonormna

MpuunHon passutua 3aboneBaHmna asnaerca
9KCNAHCUBHAA MyTaLMUA B reHe aHAPOreHHOro
peuentopa — AR (X-xpomocoma (Xq 21/3 —q22). B
pe3ynbrate yero Tpunaetbl CAG obHapyXusarorca B
reHe B 6onbluem Konnyecrse, YTO NPUBOAMUT K
TPAHCAALUKN NATONOrMYecKoro 6eskKa ¢ BbICOKUM
cogepKaHuem rnyTammMHOBOM KUMCAOTbI.”

*Tpunner UUTO3UH+aAEHUH+TYAHUH KOAUPYET IMYTAaMUHOBYIO KUCNOTY

AJL1esib reHa AR.

HanpagiieHHe JBHKeHHS HanpasiieHHe JBHKeHHS
npaiimepa. npaiimepa.

~

» L »
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[laTOreHes.

CBA3biBaHME aAHAPOreHOB C€  MATONOrUYecKu
U3MEHEeHHbIM peuenTopom npusoanT K aedekrty
BHYTPUKNETOYHOM TPAHCKPUNLMUOHHOMU
perynauumn, 3anyckaerca KacKag natonoruvyecKux
peakuum ¢ yyactuem 6enKoB Ten/s0BOro LUOKa u
OT/I0}KEHUEM NaToONOrMYeCcKu N3MEHEHHbIX
6enKoBbIX CTPYKTYp B UuUUTO30/1e U AApe, C
HapyleHUuem dYHKUMMK MUTOXOHAPUMN n
Xpomocom. MyTaHTHbIN 6enoK npuobpertaer
LUTOTOKCMUECKUE CBOMCTBA, BbI3biBaA rubenb
MOTOHEUPOHOB CTBOJ1a U CMMHHOrO MO3ra.
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RKAnHN4YecKune npoasneHus

CummeTpuUHaa NPOKCMMabHaA MbilleYHYIo c1iaboctb B pyKax (90%),

MeaneHHO HapacTalwaa MmbileyHana aTpoduma naeyesoro nosca
(60%),

MbiweuHylo cnaboctb U aTpodum B NPOKCUMANbHDBIX OTAENAX HOT
(20%),

OtcytcTBUe rnybokux pednekcos c pyk (90%),

dacumKynaumm B NpoKcMmanbHbiX otaenax (60%),

Cnaboctb MMMUUYECKUX U XKeBaTeIbHbIX MbillL, aTpoduio A3biKa,
BynbbapHblit cuHgpom (auchonunsa, gucparua, gusaptpusa) (30-40%),

dacumKynaumm B nepuopasibHoOM MyCKynaType u A3blke (40%)
9HAO0KPUHHbIE HapyweHusa (30% ).

I[BYCTOPOHHM THHEKOMACTHA.
TuUnoTpogHs MBI A3BIKA. (TaumeHT c Goaezubi0 Kennean "Heppoaormaeckwmii xynat" 2015 1.2.N92)
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Tun HapyweHus

OCHOBHbI€e CXOXKue CMMMTOMbI

MbiweyHble
auctpodum

BocnanutenbHas
mMmuonaTus

BpoxxaeHHble
muonaTum

MeTabonunyeckume
muonaTum

bonesHun
MOTOHEeMpPOoHa

bonesHn HepBHO-
MblLLIEYHOM
nepegayu

MOACHO-KOHEYHOCTHAA MbllweYHasa anctpodua
OunctpoduHonatum (Mmoguctpodua [ioweHa, bekkepa)
MuodunbpunnapHas mmonatuma

MwuoToHuMYecKkas auctpodus 2 Tmna

MneyenonatoyHaa mmoaucTpodus

BonesHb [laHoHa

X-cuenneHHaa mmonaTuma
JTnuenonaTtoyHOKOHEYHOCTHAA MblleYyHasa anctpoduma

Monnmunosnt
MWO3UT C BKAOYEHUAMM

HemannHoBaa muonatua

bonesHb LLEeHTPANAbHOIO CTEPXKHA U MY/IbTUCTEPIKHEBASA MMOMATUN
LleHTpoHYyKNeapHaa myonaTms

MwuonaTtua ¢ rMaMHOBbIMU TE/IbLLAMU

Mpoune BpoXAEHHbIE MMONATUM

lnkorenossbl llla, IV V n VIl Tnnos
BonesHb MakAppgns (no3aHsaa ¢opma)
MuTOXOHAPWANbHbIE MMONATUM
*Kunposble mruonaTum

CnuHanbHble mblweYyHble atpodumn, Tin | n il
BynbbocnuHanbHas ammoTtpodus (6onesHb KeHHeam)
BokoBoW amnoTpodrUECcKMin CKNepo3

MwacTteHua rpasuc
BporKaeHHble MnacTeHMYecKkme CUHAPOMbI
CuHapom JlambepTa-UToHa

Mporpeccupytowan cnabocTb MblLLL, MOACOB,
HUKHUX KOHEYHOCTEN, KPbIIOBUAHbIE
2lonaTku, Kpamnu, nosbiweHne KK

MocTeneHHO pa3BMBaloLLAACA cNabocTb
MbILL, noBbiweHne KOK

MblweyHas cnabocTb, TMNOTOHUA NpU
HOPMaNbHOM WY YMEPEHHO MOBbILLEHHOM
ypoBHe KK, Hafinunm cKeneTHbIX HapyLeHui

MMNOTOHWA, renaToMeranua y aeTeun,
€NabocCTb MbiLIL, YTOMAAEMOCTb, C1abocTb
MbILLLL, CHUXKEHWNE YCTOMUYNBOCTM K
Harpy3sKkam, nosbiweHne KOK

CnabocTb MblLWL, HapyLUeHME AbIXaHuS,
aTpodmA MblLL, BO3MOXHO NOBbILWEHNE
KK

Hapyu.leHMﬂ AblXaHUA, cnabocTb MblLL,
YTOMNIAEMOCTb
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" amos | Kowrepwnsunosena | Kowrepnu ucunosenn

bokoso
aMnoTpodUYecKmi
CK/1Iepos.

CnuHanbHas MblleYyHas
atpodus.

HacnencreeHHaA
MOTOPHO-CEHCOPHan
nonnHeBponaTUA.

Pagunkynouwemwus.

Mwuonatuu.

Mporpeccmpytow,an mblweyHasn
cnaboctb, atpodumn. MpusHakm
nopaxeHua nepegHero pora Ha SHMI.

Bbicokuit yposeHb KOK, dpacumkynauymm.

Mporpeccmpytowan MblllieyHas
cnaboctb, atpodumun. MNMpusHakm
nopaxeHua nepegHero pora Ha SHMI.
Bbicokuit yposeHb KOK,bacunKkynaunm

MNporpeccupyrow,ana mblweyHas
cnaboctb, aTpodumn, Hanmume
4yBCTBUTENbHbIX PACCTPOMCTB.
Bbicokuni yposeHb KOK. Peako
dacymrynaumm.

MblweyHas cnabocTb , atpoduu,
YyBCTBUTE/IbHbIE PACCTPOMCTBA.
Bo3amoxKHo nosbileHne KOK.

MblweyHasa cnabocTb ,MPOKCUManbHbIE
atpodun, nosbiweHne KOK,
9HAOKPUHHbIE HapyLleHuA.

CKOpPOCTb MPOrpeccun, NPUsHaKku
nopakeHusa BEpXHero MOTOHENPOHa,
OTCYTCTBUE YYBCTBUTE/IbHbIX
PaCCTPOICTB, OTCYTCTBME
SHAOKPUHHbIX HAPYLIEHWA.

YacTtoe oTcyTcTBME BynbbapHoro
CMHAPOMA UK ero NoAB/EHUA Ha
nosgHewn ctagum, oTCcyTCcTBUE
YyBCTBUTENbHbIX PAaCCTPOMCTB,
OTCYTCTBME SHAOKPUHHbIX HAPYLUEHUNA.

ATpodum pacnonoKeHbl AUCTANbHO
YyBCTBUTENbHbIE paccTpoiicTBa bonee
BblpaxkeHbl, Npy DHMI akcoHanbHO —
AeMUEeNNHU3MPYIoLLLEE NOpaXKeHMe.

BoneBol cMHAPOM, CUHAPOMbI HOCAT
CermeHTapHbIN xapakTtep. Mpu IHMT
BbISIBNIAETCS CErMEHTAPHbIN YPOBEHb
nopakeHus.

OTcyTcTBME dacLUKyNALNN,
6ynbbapHoro cuHapoma (n1mb6o Ha
nosgHeun ctaauu). MNpu Ml nepsuYHO-
MbILIEYHbIN YPOBEHb NOPAXKEHUS.
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I1narHocTunKa

1. AHamHe3. (HacnenctBeHHbIM aHamHe3!)
2. [laHHble HEBPOOrMYecKoro cratycal

(MeaneHHO nporpeccupytoLLlan MbllleyHan atpodua TUNMYHOM NOKaNMU3aLUmun,
PaHHUI MeaNeHHO NPorpeccupyroLLnii bynbbapHbIN CUHAPOM, H4acTo
YyBCTBUTE/IbHbIE PACCTPOICTBA, OTCYTCTBUE MPU3HAKOB NOPaXKEHUA
BepXHero MoToHeupoHa!)

3. MHCprMEHTaﬂbele METOAbI. (3HMT suisisnser

nepeaHepPoroBbin ypoBEeHb NopaxKeHus)

4. [eHeTn4yeckoe TEeCTUPOBAHWME. (Ucnonbzosanue

NO/IMMEpPa3HOM LENHOMN peakunm C NPAaMMMNHIOM TPOUHbIX MOBTOPOB N KaNUANAPHOIO

anekTpodopesa.)
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Mpumepbl aneKkTpodoperpamm

100 150 200 250 300 ase
14,000
N 5,000
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12,000 4500
11,000 N; 4000
10.000

3500
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£.000 3.000
1,900 2.500
6,000

2000
£ 000
4.000 ﬁ 1,500
3,000 1,000
2.000

209 ll Na
1,000
W IETTTYET IO
) ] ¢ =
«1,000 S00
Mpumep anekTpodoperpammbl naumeHTa 6e3 yBennmyeHms Konu- Mpumep anekTpodoperpammbl C 3KCNaHcuen ogHon U3 anne-

yectBa CAG-nosTopoB. N1-15 CAG-nosTopoB, N2-16 CAG-noBTOpOB. new. N1-15 CAG-nosTopoB, N2-40 CAG-noBTOpOB.
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JleueHue

B HacTOALWMA MOMEHT 3TUONATOreHEeTUYECKOE JieyeHUe He pa3paboTaHo.
OCHOBHOM MeToA - peabuantTauMoHHble MeponpuUATUA:
JleyebHaAa punsnyeckas Ky/ibTypa rpynnoBaa n UHAMBUAYa/bHAA;
JleyebHbIN MaccaXx;

dunsmnortepaneBTUHECKOE NeYEHUE:

-CMHYCOMAaNbHblE MArHUTHbIE TOKM,

-napayrneKknucnble BaHHbI

-annapaTtHaa MMOCTUMYANALMUA,

-npeccoTepanus ;

Urnopednekcotepanus;

MaHyanbHaa Tepanua.

MepgukameHTO3HaA noggep:KKa: KoH3mm Q , Munbaonun , Butamumubl Bm E,
J1eBOKapHUTUH, TMOKTOBAA KNUCOTa.
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nepCI'IeKTI/IBbI NnatoreHeTn4eCKoro J1je4yeHuA

* B nabopaTopHbIX UCCNeA0BaAHUAX Ha MbILLAX C U3MEHEHHbIMMU
NaTo/I0rMYECKMMU reHamu 6b1210 NOKa3aHO, YTO CHUXKEHME YPOBHA
aHAPOreHoB NyTem KacTpauuu TPaHCreHHbIX camLoB
npeaoTspaLlaeT NnopaxXeHne MOTOHEUPOHOB.

* WM3BEeCTHO, YTO BbIHYXAEHHAA XMMUUYECKaA WU OonepaLuoHHasnA
KacTpauua 6oabHbIX 6ynbbocnMHanbHOM amuotTpoduein ¢
ropMOH3aBUCUMbIMM ONYXOAAMMU MPUBOAUNA K YMEHDbLUEHUIO
ABUratenibHoro aedekra.

 Takum obpasom, 6n10Kapa aHApPOreHHOro peuenTtopa npu 6onesHu
KeHHean moXKeT MmeTb onpegeneHHoe TepanesTUYecKoe 3HaUYeHue.

* 06cyKpaeTca ncnonb3oBaHMe NpenapaTos U3 rpynnbl
aHTUAHAPOreHOB U NPenapaToB, PerynpyoLWwmnx TPaHCKPUNLMUIO
reHoB Ha Pa3/INYHbIX Yy4acTKax 6enkKa (neirinponenuH, gytacrepua,
dnyramup, panammumH) -



BJIArOOAPIO 3A BHUMAHME!



