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KJIMHNYECKWA NONIMMOP®N3M HACJIEACTBEHHON
MOTO-CEHCOPHOWN HEMPONATN 1 A TUNA

XapbKoBCKas MeAuLMHCKas akagaeMus nocsie gunjioMHoOro oGpasosaHml

YKpanHCKUI MHCTUTYT KJIMHUYECKOW reHeTUKn XapbKOBCKOI0 HaLMOHaNbHOIro

MeguuUuHCKOro yHmeepcurteTa

B cTatbe paccMOTPEH KINHUYECKUA BHYTpPUCE-
MelHbIA  NONMMMOPGU3M  HACNeLCTBEHHON  MOTO-
CceHcopHor Henponatum (HMCH) 1A tuna. Uenbio
nccnenoBaHus ABNSNCS aHanu3 BHYTPMCEMENHOro no-
numopodusama HMCH 1A Trna Ha OCHOBaHUK pasnuyui
beHOoTMNNYECKUX MPU3HAKOB U Herpoduanonormnye-
CKMX nokasaTtenien y HocuTtenem NAEHTUYHON reHeTnye-
CKOW maTonoruv — gynnukaumm reHa PMP22 B retepo-
3UrOTHOM COCTOSIHMM B XPOMOCOMHoOWM obnactn 17p11.
2. Y Bcex obcnenoBaHHbIX 60bHbIX YieHOB cemMbu C.
ObI10 BbISIBNIEHO HANMMYNE TUMNYHbIX MPU3HAKOB KIIMHN-
yeckon kapTuHbl HMCH 1A Tuna: cemeriHbln xapakTep
3aboneBaHuns, rMNOTPodUM 1 Napesbl MblLUL, AUCTaNb-
HbIX OTAENO0B HMXKXHUX KOHEYHOCTEN; CUMMETPUYHOCTb
NOpaXeHnsl; PacCTPOMCTBO YyBCTBUTENIbHOCTU; Ae-
dopmaumn CTOM; HaApyLUEHWE MOXOOKW; CHUMXKEeHne
CKOPOCTM NPOBEAEHUS UMMynbCca MO ABUraTesibHbIM
BOJIOKHaM nepudepuyecknx HepBOB. KnnHmnyecknin
nonumopdunam 3abosieBaHNs y HOCUTENel 0QHOM 1 ToM
Xe reHeTU4ecKor NaToNorMm NPOSIBASANCA B pasnnyum
B BO3pacTte MaHudecTaumm 3aboneBaHusi; CTeneHu
napes3oB AUCTaNIbHbIX OTOENIOB KOHEYHOCTen, opm
nedopmaumin CTonbl; BUOOB HAPYLUEHUS YYBCTBUTENb-
HOCTM; BOBJIEYEHHOCTU B MaTOJIOMMYECKUIM MpoLecc
BEPXHNX KOHEYHOCTEN; NaTOI0rMYeCKX U3MEHEHNN CO
CTOPOHbI CKENETHOM CUCTEMBbI; MOSIBIEHNN NPU3HAKOB
aKkcoHonaTuu.

KnioyeBble cnoBa: HacnenCTBEHHble MOTO-CEH-
COpHble HemponaTum, KIAMHUYECKUI MOANMODU3M,
deHoTMNYEeCKne NpuU3Hakn, Hernpodnanonornyeckmne
rnokasarTesnu.

[aHHas paboTa aBnseTca dparmeHTtom HUP Ykpa-
MHCKOIrO0 MHCTUTYTA KJIMHUYECKOMN FeHEeTUKMU XapbKOoB-
CKOr0 HauuoHasIbHOro MeAMLMHCKOro yHmBepcuTeTta
«OUiHKa epeKkTUBHOCTI BUBHAYEeHHS PEeHO- Ta reHoTU-
MOBWX KOPENSLiN B YTOYHIOIOYOI AiarHOCTULL CNaaKoBUX
HENPONCUXIYHUX NopyLleHb», N2 rocyaapCcTBEHHOM pe-
ructpaummn 5U000196.

BBepgeHue. HacneaoCTtBeHHble MOTO-CEHCOpPHbIe
Herponatum (HMCH) - reteporeHHas rpynna Hacnea-
CTBEHHbIX 3200NeBaHNi, xapakTepuayloLmxcs nopa-
XeHneMm nepundepruyeckrx HepBOB, MPOSABISIOLLNXCS

BbIP@XEHHbIM KJIMHWYECKMM MOIMMOPOU3MOM C LUK-
poknM pasnuumemM GeHoTUNa; PasAnyHbIM - TUMOM
HacnenoBaHUsl; OCOOEHHOCTAMM TEYEHUs, 3NeKTPo-
Henpommorpapumyecknx n  MopdOOrmcCTOXMMNYECKNX
N3MEHEHUI; XPOHNYECKUM MELEHHO NPOrpeccupyo-
wmm TeveHnem [1,7].

AxkTyanbHOCTb n3ydeHus HMCH obycnoeneHa ux
BbICOKOW PaCnpOCTPaHEHHOCTbLIO B MONyNSUMax, nopa-
XEHVEM MPEVMYLLLECTBEHHO NNL, MOMIOA0r0 BO3pacTa,
TSXKENbIM TEYEHNEM C BbICOKOM CTEMEHbIO MHBANVAM-
3auUuMKn U OTCYTCTBMEM Ha CErOAHSALIHWIA OeHb afeKBaT-
HbIX MeToa0B Tepanun [3,4].

HMCH - camasi pacnpoCTpaHeHHas HO30/0rvs B
CTPYKTYPE MOHOMEHHbIX HaCNeACTBEHHbIX OOone3Hel
HEPBHOM CUCTEMbI, MOCKOJIbKY OTCYTCTBUE BANSHUS HA
NPOAOIIKUTENBHOCTb XU3HU NPUBOAUT K 3HAYUTENb-
HOMY HaKOMJIEHNIO B CEMbSIX U B MOMYNALMSX B LLESIOM.
YacTtota BCcex dopm HMCH B 06Lieli nonynauum co-
ctasnser 1:3000 yenosek. CormacHO NPOBEAEHHbIM
aNNOEMUONIOTMYECKMM  UCCNEe0BaHUSAM, MokasaTesb
pacnpocTpaHéHHocT HMCH B pasnunyHbix nonynsum-
SIX BAPbUPYET B LUMPOKUX AnanasoHax ot 1 oo 40 Ha 100
ThIC. HaceneHus [6,8].

CambiM BbLICOKMM B MWpEe MoKasatesnb pac-
npoctpaHéHHocTn HMCH 4dBnsetca B 3anagHon
Hopeerun, n coctaensetr 41:100 000 HaceneHwus.
JlocTaTo4yHO BLICOKMMU SABASIOTCA NokadaTenn 3abone-
BaemocTn HMCH B Utanum — 40:100 000 1 Ncnannn —
28,2:100 000. B 13y4eHHbIX cpeaHea3naTCKnx nomny-
naumsax HMCH dwukcnpytotes penko. Tak, B TypkmeHumn
(Awraban) pacnpocTtpaHeHHocTb HMCH coctaBnsi-
et 2,13:100 000 cpean TypkmeH n 3,8:100 000 cpeaun
pycckux. B Poccuiickoin depepaumm cpenHuii nokasa-
Tenb pacnpoctpaHeHHocTn HMCH cocTaBnsieT 5,7 Ha
100 000. B YkpanHe anmaemMmnonormyeckne nccneno-
BaHWS NPOBOAMIINCH NMLLb B OTAENbHBIX PETMOHAX; Tak,
B [JoHeuKo 06n1acTn pacnpoCTpaHEHHOCTb BCEX GOpPM
HMCH cocTtasnseTt 4,8:100 000 HaceneHus [6,12].

B uenom, o6nagas BbIpaXXeHHbIM KIMHNYECKMM MO-
MMOP®U3MOM 1 BONBLINM KONTIMYECTBOM CYOKNIMHMYE-
ckux cnydaeB, HCMH aBnsitoTcsl CNOXHbIM 0OBbEKTOM
ONs NONyNASUNOHHO-FrEHETUYECKMX NCCNE0BAHNIA.



K HacTosilleMy BpemMeHuM KapTupoBaHO OGonee
40 nokycos, oTeevawoLlmx 3a HMCH; naeHtnduumpo-
BaHO 6onee 29 reHoB, MyTaLuUu B KOTOPbIX MPUBOASAT K
pa3BuTuiO 3ab0NeBaHUs, U MX NMOUCK MPOAOJIKAETCS.
CoBpemeHHas knaccudpukaums HMCH ocHoBbiBaeTcs
Ha OAHHbIX MOJIEKYNSIPHO-TEHETUYECKUX, SNEKTPOdU-
31ONOrN4EeCcKknx, MOpPPONOrM4ecknx MeToaoB UCCe-
[0BaHMS, a Takke xapakrtepa nopaxeHus nepudbepu-
yeckumx HepBoB [4,13].

MexayHapoaHbIM KOHCOPLMYMOM MO UCCNeaoBa-
HWIO HACNEeACTBEHHbIX HEPBHO-MbILLIEYHbLIX 3aboneBa-
HWIA B KQ4EeCTBE MOPOroBOro 3Ha4YE€HMUs CKOPOCTU MpPO-
BegeHus nmnynsca (CrM) no ABuratenbHbIM BOJIOKHAM
CPEeOVHHOrO HepBa NpuHAT nokasdaTtens 38 m/c. Ha
ocHoBaHun ClM no gBuratesnbHbIM BOJSIOKHAM cpe-
JWNHHOrO HepBa M 0COBEHHOCTSM MOPGDOJSIOrMYECKOro
nedekTta B CTPyKTypax nepmdpeprnyeckmnx HEpPBOB Bblae-
NS0T cneayoLwme KNMHNKo-reHeTnydeckme Tmnel HMCH:
1) nemumenuHnaunpytowmii (CrN< 38 m/c); 2) akcoHanb-
Hblh (CTMN>38 m/c); 3) npomexyTouHblin (CMU 25-45
m/c) [1,2,12].

OemuvenvHmauvpytowmii: Tun HMCH  xapakTtepusy-
toTCcs cHmxXeHneM CMU no nepudeprnyecknmMm HepBam
M Npu3HakamMu UX CErMeHTapHOM AeMUETMHN3ALMN.
Okono 70% Bcex cnyyaeB AeMUENTVHUIMPYIOLLNX
HMCH HacnepyioTcs No ayTOCOMHO-OOMMHATHOMY
Tuny, 20 % — nmetoT X-CuenneHHbI XxapakTep Hacneno-
BaHusa 1 B 10% cnyyaeB oTMevYaeTcsa ayCOMHO-peLec-
CUBHbIA TN HacneposaHus. Hanbonee pacnpocTtpa-
HeHHOW 1 cocTasnsowen o 80% scex dpopm HMCH
asnaiotca HCMH IA Tuna, o6o3HavaBLUascs paHee kak
HeBpasibHas MnotTpodus, unmn 6onesHs LLlapko-Mapu-
Tyta (BLUMT) [1,3,5].

B ocHoBe HMCH Il TMna nexmT akcoHanbHas ae-
reHepaumsi MpPEeuMYLLECTBEHHO OUCTaSIbHOW 4acTu
aKcoHa C coxpaHeHueM MuenuHoBol obonouku. CrA
npu HMCH Il Tna, kak npaBuno, B HOpPMe WUAn He3Ha-
YUTENBHO CHUWXEHbI, OAHAKO YMEHbLUEHO KOJIMYECTBO
PYHKLUMOHMPYIOLLMX ABUrATENbHbIX eAMHuLL. B 3aBrcu-
MOCTM OT TMNa HacnefoBaHWs BblaensioT: 1) aytocom-
HO-OOMUHAHTHBINM — Tun Jlambepa; 2) ayTOCOMHO-pe-
LueccuBHbIl — Tvn YBpuepa [8,11].

MpomexyTouHbin TN HCMCH xapakTepuaytoTcs B
OOJIbLUMHCTBE CJlyYaeB CMELUAaHHbIMW BapuaHTamu C
HapyLUEHNEM MUENMHOBOM O000N0YKM U HANIMYMEM aK-
CoHanbHOM aereHepaumn. MNMokazatenu CIMA moryT Ba-
pbMpOBaTh B LUMPOKMX AnanasoHax [1,5].

HecmoTpsi Ha reHeTnyeckoe MHoroobpasuve, Kiu-
Hu4yeckme n GeHOTUNMYECKNe NPOSBAEHNS PA3NNYHbIX
BapunaHToB HMCH poctaTto4yHo Cxoxmu, 4To 00ycnaBnam-
BaET TPYAHOCTU X ANArHOCTUKM.

OCHOBHbIMW KIIHUYeCcKuMK npossneHnsamm HMCH
1A Tuna aBnsoTCS:

— €nabocTb 1 aTtpodUN MblLLLL, MPEUMYLLLECTBEHHO
B ANCTaNIbHbIX OTAENax HUXHUX KOHEYHOCTSIX, pacrpo-
CTpaHsiloLWLMecs No Mepe pa3BuTus 3aboneBaHus Ha
JuncTanbHble OTAENbl BEPXHUX KOHEYHOCTEN;

— MWHUMASIbHOE WU YMEPEHHOE CHUXEHWE YyB-
CTBUTENBHOCTU MO TUMY «<HOCKOB» U «Mep4aTok», 3aTpa-
rmeatoLlee BCe CEHCOPHble MOAANIbHOCTH;

— n3MeHeHne GOopMbl CTOMbl, 0ObLIYHO B BUAE Bbl-
COKOro cBofa («dppuapenxosckasa» nnu nonas crona);
MOJ1I0TO4KOO0Opa3Ho AedopMaLmn NanbLEB;

— MOCTEMEHHOE Hayano N OY4eHb MeAJjIeHHOe Npo-
rpeccupoBaHmne ¢ pa3BUTMEM BbIpaXEHHOIO AedekTa B
TeyeHue 1-2 pecatunetuii [7,9,10].

MogobHO MHOMMM MOHOreHHbIM 3ab051eBaHUSAM
HepBHOWM cuctembl, gna HMCH Takke npucyly, Bbl-
PaXeHHbIN KAnHMYeckmn nonnmopduam. Wccnepo-
BaHWS MNPMPOAbl KJIMHWYECKOro nonmmopduama Ha-
cnencTBeHHbIX 3aboneBaHunii, Havatble ewe B 1930-x
rogax ydeHoiMm C. H. JaBMOeHKOBbLIM, Nokasanu, 4To B
OCHOBE pasHo0bpasns GeHOTUNUYECKNX MPOABIEHNI
OOHUX U Tex Xe MyTauuin nexuTt mogmdbuumpyoliee
BAINSIHWE TEHETMHYECKOWN CPEeaonr KaxAoro KOHKPETHO-
ro nHamsmagyyma. NonmmopdHOCTb GEHOTUMNYECKNX
NPosiIBNEHNIA MyTaLmii 0OycroBneHa, npexne BCEero,
reHOTUMNYECKOM KOHCTUTYLUMEen unHamBuaoyyma, obe-
CcreyrBaloLLLEeN YHUKANbHOCTb TakmMx pyHOaMeHTabHbIX
NMPOLLECCOB KakK MEeHEeTPaHTHOCTb, 3KCMPECCUBHOCTb,
ninenoTponus, MexreHHble B3anmoaenctams. Cornac-
HO cyllecTByloWelr runotese, pasHoobpasne reHo-
TUMUYECKUX MPOSIBIEHUA MOXET OblTb 0OYCIIOBNEHO
Takxke yCUNNTEesbHbIM TPOMM3MOM, NPOSB/IEHNS KOTO-
pOro cBsi3aHbl C HANMYNEM B OIHOM FreHOTUMe NaToso-
FMYeCcKNX MyTaLni 1 Opyrmx HacnenCTBeHHbIX (akTo-
POB CXOAHO HanpaBieHHOro AeNCTBMA. BMmecTe ¢ Tem,
dakTopbl BHELLIHEN Cpeabl, Kak B NepuHaTanibHOM, Tak
1 NMOCTHaTa/lbHOM MepUogax OHTOreHesa, HaxoasLn-
ecs B NMOCTOSIHHOM B3aMMOLENCTBUN C FEHETUYECKON
Cpenomn, urpatoT HEMaNoBaXxHYO Posib B GpOopMMpoBa-
HUN MHOVBUAOYaNbHOM HAacNeaCTBEHHOM KOHCTUTYLMN.
Takum 06pasoM, KIMHUYECKUIA NOANMOPEPU3M MOHO-
reHHbIX HacneaCTBEeHHbIX 3abofieBaHuii 0OYCNOB/EH
B3aMMOOENCTBMEM FEHETUHECKMX N CPEaOoBbIX pakTo-
pos [3,4,12].

OCo0bIl  KNMHUYECKNA UHTEpeCc NpeacTaBnsioT
cnydanm nonmmopduamMa B npenenax ogHom cembu y
HOCUTEeNen OQHOro 1 TOro Xe MaToNornM4eckoro rexHa,
OeMOHCTpupylolmMe BapuabenbHOCTb  deHoTUnnYe-
CKMX NPOSIBNIEHUI OOVMHAKOBBIX MO TUMY U IOKann3aunm
FeHHbIX MyTaLnii.

Llenb nccnepoBaHnsa COCTOS1a B aHanmM3e BHY-
TpucemeinHoro nonumopdpmuama HMCH 1A Tuna Ha
OCHOBaHUM pas3nuyuii GeHOTUNUYECKUX MPU3HAKOB U
HENPODU3NONOINMYECKMX MOKa3aTenem y Hocutenen
MOEHTUYHOM FEHETMYECKON naTtoformm — gynankaumm
reHa PMP22 B reTepo3MroTHOM COCTOSIHUM B XPOMO-
COMHoW obnactn 17p11. 2.

MaTtepuanbl n metogbl. OObLEKT MCCNenOoBaHMS
— 6onbHble HMCH 1A, aBnsowmecs 4ieHamMmm ogHomn
cemMbl. Cembst C. HaxoauTcs nog HabnogeHnem Xapb-
KOBCKOIO  CNeumann3mpoBaHHOIO  MeOUKO-FreHEeTU-
yeckoro ueHtpa ¢ 1980r. narHo3 HacneacTBEHHOM
MOTO-CEHCOpPHOM Herponatum 1 A Tuna ycTaHOB/EH Y
5-Tn uneHoB cembu C. Ha OCHOBaHUN Xanob, aHamHe3a
3ab0neBaHns, KIMHUKO-TreHeanornyeckoro aHanuaa,
KJIMHNKO-HEBPOJIOMMYECKOro OCMOTPA, 3IEKTPOHENPO-
MUorpadryeckoro n MoneKkynsipHO-reHeTn4eckoro nc-
cnepgosaHuii. B pesynstate npoBefeHHOro Monekyngap-
HO-FEHEeTUYECKOro UCCNEeO0BaHNS Y BCEX KIIMHUYECKU



OO0JIbHbIX YJIEHOB CEMbM BbISIBEHa Ayrnkauus reHa
PMP22 B reTepo3uroTHOM COCTOSIHUM B XPOMOCOMHOW
obnactn 17p11. 2. Takke MoONeKkynsipHO-reHeTU4yeckoe
nccnenoBaHue OblI0 NPOBEAEHO Y 2-X KIMHUYECKU
300POBbIX POACTBEHHMKOB, Y KOTOPbIX AaHHAdA NaTono-
rns He Oblna BbISIBNIEHA.

KnunHmnko-reHeanornyecknini aHanma OCyLLLECTBASN-
CS1 COIMMacHO MEeXAyHapOAHbIX CTaHOAPTOB, NMPUHATLIX
B MeOMUMHCKOW reHeTuke,n rpaduydeckn otobpaxan-
CS1 B BUAE reHeanornyeckoro gepesa. Kaxgomy vneny
CeMbM MPUCBaVBANCa WHAMBMAOYAJIbHbIA HOMEpP, CO-
CTOSILLMI N3 HOMepa NOKOJIEHNSA 1 COBCTBEHHOM HYMe-
pauunu B NokoneHnn (Hanpumep, otel: |,1).

Bcem 605bHbIM MPOBOAMICS HEBPOIOrNYeCcKuii
OCMOTP Ha NpeaMeT BbISBAEHMNS HEBPOSIOrMYECKOrO
neduumta. Micnonb3oBanack o6LLENPUHATAA METOAM-
Ka CTaHOapTHOro HEBPOJOrMYeckoro obcrnenoBaHus,
BKJIOHAIOLLAA UCCNEAOBAHNE YEPENHO-MO3rOBbIX He-
PBOB; OBUraTEIbHOW, KOOPAMHATOPHON, YyBCTBUTESb-
HOW, BbICLUEN KOPKOBOM ChEepP HEPBHOM CUCTEMDI.

Mpu nccnepoBaHum gsuratenbHblX QYHKUNUIA Oue-
HUBaAINCb OOBEM aKTUBHbLIX M MACCUBHbIX ABUXEHUNA,
MbILLEYHbIA TOHYC, MbILLIEYHAs CUNa, CYXOXWJIbHbIE U
nepuocTasnbHble pednekchbl.

MbllweyHas cuna onpenensnacb nNyreM NpoTUBO-
0EeNCTBUS COKPALLEHMIO UCCnenyeMblX Mblwl. Ons
OLEHKN MbILIEYHON CUMbl U CTEMEHU BbIPAXEHHOCTU
napesoB KMcnosib3oBanacb 5-tn H6anbHas cuctema oT
0 oo 5, roe 0 6annoB — OTCYTCTBUE MbILLEYHOWN CUJIbI
(nnerus); no 2-x 6anioB — BblpaXXeHHas CTeneHb na-
pesa; oT 2,5 no 3,5-x 6annoB — ymepeHHasa CcTeneHb
napesa; ceblwe 3,5 6annoB — ferkas cTeneHb Napesa;
5 6annoB cooOTBETCTBOBaIM HOPMasIbHOM MbILLIEYHOM
cune. MbllweyHas cuna B crubatensx u pasrmbate-
N9X CTOM JOMOJSIHUTENbHO OLEHMBANacb C MOMOLLBIO
OMarHOCTUYeCcKor Npobbl Xoab0bbl HA HOCKAX U MATKAX.
0O6a3aTenbHbIM ABASNOCH CPABHEHME MbILLEYHOM CUJIbl
1 06bema BbIMOJIHEHHOI O ABMXEHNS! cnpasa 1 Cnesa.

MbILLEYHBI TOHYC OLeHMBaNcs cnocobom naccue-
HbIX OBWXEHWNI B CYCTaBE B CPEOHEM TEMIME.

[Mpu nccneposaHum pediekCoB NocnenoBaTesibHO
CpaBHMBANMCb NpaBas 1 ieBast CTOPOHbI; OLeHNBAIAaCh
CKOPOCTb, cuna pedrieKTOPHON peakumm 1 amnantyaa
OBUXEHUI B cycTaBe. CyxOXUIbHbIE 1 MEPUOCTalbHbIE
pednekchl oLueHMBannck no 4-x 6anbHomn wkane (ot 0
no 4), roe 0 6annoB COOTBETCTBOBASIO OTCYTCTBUIO (Bbl-
nageHuto) pednekca, a 4 6anna — pe3komMy MnoBsbiLLe-
Huio pednekca.

MccnenoBaHne NOBEPXHOCTHbIX U MyOOKMX BUOOB
YYBCTBUTENIbHOCTN MPOBOAMIIOCH B YCNOBUSAX MUHUN-
Muzauum adpdepeHTHbIX pasgpaxuTenen, npu Tem-
nepaTtype okpyxaiower cpeabl He Huxe+20°C, 6e3
y4acTus 3pUTENbHOrO KOHTPONS (MPWY 3aKPbIThIX rasax
60NbHOrO).

C uenbio onpeneneHns xapakrepa nopaxeHus ne-
pudepunyecknx HepBOB BGO0JIbHbIM MPOBOAMACH CTU-
MyNSILMOHHAs anekTpoHelpomMuorpadus (SHMI). ko-
HeyHocTel. MccnepoBaHme NpoBOANIOCH C MOMOLLbIO
KOMMbIOTEPHOIro anekTpoHenpommorpada «M-Test»
(«DX-Systems», YkpauvHa, 2012 1. B.) npu Temnepartype
okpyxatoulen cpenpl He Huxe +20°C. iccnepoBanucb

YYBCTBUTENbHbIE U [OBUraTeslbHbIE HEPBbI (JIy4EBOA,
CpeavHHbI, ManobepuoBbii, 6onbllebepLoBbIi) Ha
CUMMETPUYHBIX ydacTkax AUCTaNIbHbIX U MPOKCUMasb-
HbIX OTAEI0B BEPXHUX U HUXKHUX KOHEeYHocTel. OueHn-
Ba/INCb Creaylolme nokasarenn: CKopocTb nNposene-
Husa nmnynbca (CMN) n M-oTeeT.

PesynbTaTbl UCCeA0BaHUA U UX 00CYXAaeHune.
PesynbTathl NpoBEAEHHOIO KIIMHUKO-reHeanormiecko-
ro aHanmM3a oTobpaxeHbl B BUAE reHeanornieckoro ae-
pesa cembi C., NpeacTaBieHHOro Ha puUc.
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BonbHovi (oteu) I, 1, 1948 1. p.; B aHamMHe3e oTMeYa-
€T Hannume NoaoOHbIX CUMMTOMOB Y OTLA U €ro POOHO-
ro 6para. XXanobbl Ha MOMEHT OCMOTpPa Ha cnabocTb B
pyKax 1 Horax; 3aTpyaHeHue npu xoapbe, orpaHmnyeHne
OBUraTesbHOM akKTUBHOCTW; He CNoCOOEeH BbIMOSHATb
MeNkne ABMXEHUS B KUCTSX; MapecTte3mm B pykax u
Horax.

MepBble CUMNTOMbI 3abofieBaHUs MOSIBUINCH B
Bo3pacTe 7 net. B Hayane 3abonesaHus Gecnokounnu
XanoObl Ha cNaboCTb B HOrax; NnapecTesnun B Horax; 3a-
TpyaAHEeHuEe npu nogbeme no nectHuue; aedopmMaums
CTOM; CNOTbIKAHWS Ha NPaBYIo HOTY; «NMOABOPaYNBaHME»
npaBoi cTtonbl. 3aboneBaHve MeOJjIeHHO nporpec-
cupoBano. Yepes 10 net ¢ MOMeHTa MaHudecTaunm
3abonieBaHUs MOSBUNMCL MapecTe3mm u cnabocTb B
pykax; Bo3pocna cnabocTb B HOrax; CH1U3unach aBpura-
TenbHas akTMBHOCTb. CNOCOBHOCTb K CamMoOOCyXu-
BaHWIO COXpaHsanacb, O0NbLHOW Npoaoskan TPYAOBYO
NeaTenbHOCTb. Ha MOMEHT oCcMOTpa ANNTENbHOCTb 3a-
6oneBaHusa cocTaBnseT okoso 60 neT.

Mpn BHELUHEM OCMOTPE OTMEYaeTCcs CUMMETPUY-
Hble TMNoOTPOPUN CTOM, rofIEHEN, NPOKCUMasIbHbIX OT-
LENOB HWXHUX KOHEYHOCTEW, KWUCTEN, npennneyun;
BblpaXeHHasi TMNOTOHUSA MbILLL, BEPXHUX W HUXKHUX
KOHeYyHocTeln; pgedopmaumsa cTton No TUMY «rMOJIon
CTOrMbI»; KUCTEN PYK MO TUMY «KOrTUCTON nanbl». Mbl-
LieyHas cuna CUMMETPUYHO CHUXEHa B cTonax Ao 2-X
6annoB; B AucTanbHbIX OTOENax roseHen go 2-x ban-
NI0B; B NPOKCUMaSbHbIX OTAENaX HUXHUX KOHEYHOCTEN
0o 3,5 6B KMCTAX A0 2-x 0.; B MblLULIAX Npeanieynii oo
3-x 0.; B Mbllluax nneda oo 3,5 6. BonbHOM HE MOXeT
CTOSITb HAa HOCKaX M NATKax; cTennax npu xoasbe. Ped-
JIEKCbl C BEPXHUX N HMXKHUX KOHEYHOCTEN He Bbi3biBa-
toTca Mpun nccnenoBaHnMM HyBCTBUTENBHOWM cdepbl OT-
Me4yaeTCs HapyLleHNe CyCTaBHO-MbILLEYHOIO YyBCTBA;
NMOBEPXHOCTHOW YYBCTBUTENLHOCTW B BUAE rmnoasnre-
311 NO TUMNY BbICOKMX «roNIbd» N «nepyaTok». Co CTOpo-
Hbl YepenHo-MOo3roBbix HepBOB 1 LIHC 6e3 natonorun.



ComaTunyeckuin cTtatyC COOTBETCTBYET BO3PACTHOM
HopMe.

Mpu SHMI—uccnenoBaHUM OTMEYaloTCA NPU3Ha-
KM aKCOHaslbHO-AEMUENVHU3NPYIOLWEN nonvHelripona-
Tun; CMN no cpeamHHOMY HepBY CHKeHa ao 18,5 m/c;
6onblwebepuoBoMy — 12,7 Mm/c; amnautyaa gucTasnb-
Horo M-oTBeTa co cpeamHHoro Hepea 2,5 mB, 6onbLue-
O6epuoBoro Hepsa — 1,7 MB.

lMpob6ara 1,1, 1972 1. p.,0T NepBo 6epeMeHHOCTH,
npoTekasLUelr 6e3 OCNoXHeHW; podpl Ha 39 Hepene;
macca npu poxaeHun 3400 r, anvHa 49 cwm.

>Kanobbl HA MOMEHT OCMOTpPA Ha BblpaXXeHHYo cna-
60CTb B pyKax 1 Horax; pe3koe orpaHuyeHne xonuobl;
nepeaBuraeTcs ¢ NogaepXxkon; gedopmauum cton u
KUCTen; yTpaTa CnocoBHOCTW MUCbMA, BbIMOJIHEHMS
MENKNX OBUXEHWNI B KUCTSX PYK; HE YAepXMBaeT npes-
MEeThbl; MapPecTe3nn BEPXHUX U HUXKHUX KOHEYHOCTEN.

PaHee MOTOpHOE 1 Ncuxo-peyeBoe pPasBuUTME CO-
OTBETCTBOBaIO BO3pacTy. [lepBble npudHaku 3abose-
BaHWS NOSIBUINCH B BO3pacTe 6-Tn net. 3abonesaHne
MaHudecTnpoBano co cnaboctn B Horax. B Hauvane
60/1e3HN OTMeYanuch Xanobbl Ha ObICTPYIO yTOMsie-
MOCTb B HOrax; TPyAHOCTW NpU Nogbeme Mo JecTHULE;
nedopmaumto cton. Yepes 4 roga ot Havyana 3abonesa-
HUA cTana 6ecnokonTb cnabocTb B KUCTSAX PyK. B Teve-
HVe nocnenyowmx 5 net nossunucb gedopmMaums Kn-
CTel pyK; BbIpaXX€HHOE CHUXEHME MOTOPHbIX PYHKLUWNIA
PYK WU HOr; OrpaHuyeHve ABUratesibHOW akTUBHOCTU.
Yepes 15 net ¢ MomeHTa MaHudecTaunm 3abonesaHns
oTMeuYanacb yTpara ChnoCOBHOCTM CaMOCTOATESNbHOM
xoabbbl. C 1987 ropa asnsietca nHsanuaom Il rpynnbl.
B TeueHune nocnegHux 10 neT nporpeameHTHOCTM Npo-
uecca He oTMedaeT. OanTenbHOCTb 3abosieBaHUs Ha
MOMEHT OCMOTpa cocTtasnseT 37 net.

Mpn ocmoTpe OTMe4YaeTCsl BblpaXeHHas CUMMe-
TPUYHAA TUNOTPOMPUA MbILWL, FONEHEN, CTOrM, MNPOK-
CUMasnbHbIX OTAENIOB HWXKHUX KOHEYHOCTEWM, KUCTEW,
npegnneyunin. Adedopmaumm CcTton N0 TUAY «MNOSI0ON
CTOMbI»; KUCTEN PYyK MO TUMY «KOrTUCTOW nanbl». He
MOXET CTOATb Ha HOCKax M nsaTkax. CamocTodaTesb-
HO MepeBuraTbCsl He MOXeT; xoapba BO3MOXHa npu
nopaepxke. MelleyHas cuna CUMMETPUYHO CHIKEHa
B ctonax oo 1,5 6annos, B AUCTaNbHbIX OTAENax rose-
Hel 0o 2-x 6annoB; B MPOKCUMAsbHbLIX OTAenax HUxX-
HUX KOHeyHocTel oo 2,5-3-x 6.; B Kuctax oo 2-x 6.; B
MbILLILLAX npearniednini oo 3-x 6.; B MblllLax naeva no
3,5 6. CyxoxunbHble 1 NepuocTasnbHble pednekchbl C
BEPXHUX U HUXKHUX KOHEYHOCTEN He Bbi3blBalOTCS. Mpn
nccnenoBaHMM 4yBCTBUTESNIbHOM cdepbl OTMevaeTcs
HapyLleHne NOBEPXHOCTHOM YyBCTBUTENIbHOCTU B BUAE
rmnoanre3vn no TUMy BbICOKUX «rOfbd» U «NepyaTok»;
HapyLleHne CyCTaBHO-MbILLIEYHOrO YyBCTBA U BUOpa-
LIMOHHOWN 4yBCTBUTENbHOCTU. OTMmevaeTcs KMEPOCKO-
NIM03 TPyAHOro otaena Mno3BoHO4YHMKA. CO CTOPOHbI
YyepernHo-Mo3roBbix HepBoB 6e3 natonorun. WHten-
NeKTyanbHO-MHecTu4eckmne @yHKUMM COOTBETCTBYIOT
BO3PACTHOM HOPMeE.

Mpu npoBeneHnn IHMI—uccnenoBaHNa BEPXHUX
N HUXHUX KOHEYHOCTEWN BbISIBIEHLI MPU3HaAKK rpybo-
ro akCOHasbHO-AEMUENTMHU3VPYIOLWEro MopaxeHus
MOTOPHbIX M CEHCOPHbIX BOJIOKOH nepudeprnyecknx
HEepBOB; aMMmaIMTyga AUCTaNbHbIX M-OTBETOB pPE3KO

CHMXEHA M COCTaBSET CO cpeamHHoro Hepea — 0,4
MB, 6onbluebepuoBoro Hepea — 0,2 mB; CINMA no cpe-
OVHHOMY HepBy 15,2 m/c; no 6o5nbluebepLoBOMY HEPBY
-11,5m/c.

lMpob6ara 11,2, 1976 . p., OT BTOPOI 6epeMeHHOCTH,
npoTtekasLle 6e3 0CNOXHEHWI; poabl B CPOK; Macca
npwu poxaeHnn 3200 r, onvHa 51 cm.

>Kanobbl Ha MOMEHT OCMOTpa Ha cnabocTb B HOrax
1 pyKax; 3aTpyaHeHue npu xoabbe; «<noasopadymBaHmne»
cTon; gedpopmanmmn CToM; NapecTe3nu B pykax 1 Horax;
dacuuKynsapHble NOAEPrMBaHNS B MbILLLAX BEPXHUX U
HUXHUX KOHeyHocTen. C 1988 ropa sBnseTcsa nHBann-
nowm Il rpynnel. Y 60/1bHOro coxpaHsieTcst CnocoOHOCTb
K caMoobcnyXmBaHuio, 60NbHOM BeaeT TPYOOBYIO Ae-
ATeNbHOCTb. [ANnTenbHOCTL 3ab0sieBaHMs Ha MOMEHT
OCMOTpa CoCcTaBnseT okoso 36 net.

PaHee MOTOpHOE 1 NCnxo-peyeBoe pPasBmUTUE COOT-
BETCTBOBaJI0 BO3PACTY. [lepBbie npuaHaku 3abonesaHus
nosiBUNMCh B Bo3pacte 1,5 neT B BMAE HapyLueHns npu-
0bpeTeHnss HaBbIKOB X0Ob0bl. CaMOCTOATENBHO XOAUTb
Hayan ¢ 2-x net. C camoro Havyana 3aboneBaHns oTMeya-
NI0Cb CHWXEHWE OBUraTeflbHOM akTMBHOCTW; 3aTpyaHe-
Hue Npu xoabbe; napecTe3nn B Horax. [lepBble Npr3Haku
nedopmMaLmm CTornbl B BUAE NMIOCKOCTONNS MOSABUINCH B
3-x netHem Bo3pacTe. AnmTensHoCcTb 3aboneBaHns Ha
MOMEHT OCMOTpPa COCTaBNseT 0KoJs10 37 NeT.

[Mpy ocmoTpe oTMeyvaeTcs naMmeHeHmne GopMbl ro-
JieHel B BUAE «NepeBepHyTbIX OyTbl1ok». CUMMeTpUY-
Hble r’MNOTPOMUN MbILLL, CTOM, FONIEHEN, KNCTEN PYK B
obnacTn TeHopa 1 runoteHopa. He MoxeT cToATb Ha
HOockax; ctennax. Jedopmaumm cton B BMAE CTOMbI
dpuppeiixa; pedopmaunm Knucten Het. MbllwedyHas
cuna CUMMETPUYHO CHXKEHa B cTonax ao 3-x 6annos, B
OVCTaNbHbIX OTAenax roneHen oo 3-x 6annos; B KUCTAX
0o 3-x 6.; B MbllLAax npegrieydnii oo 3,5-x 6. Otmeya-
€TCSA CUMMETPUYHOE CHUXEHME KONEHHbIX, crnbaTtersb-
HO-JIOKTEBbIX W pa3rnbdatesibHO-/10KTEBbIX pedeKcos;
axunnoB 1 kapnopaananbHbili pedekcbl He Bbi3biBa-
toTcs. Npu nccnenoBaHnm YyBCTBUTENBHOW Cepbl OT-
Me4YaeTCs HapylleHMEe MNOBEPXHOCTHOM YYBCTBUTESb-
HOCTM B BMAOE rMNoanre3nn no TUny BbICOKMX «rofbd»
1 «nepyaTtok». OTMevyaeTcsa CKOAMO3 rpygHOro otaena
NO3BOHOYHMKA. CO CTOPOHbI YEpPENHO-MO3rOBbIX He-
pBoB 6e3 natonoruun. WIHTennekTyanbHO-MHecTuYe-
ckune GyHKLMM COOTBETCTBYIOT BO3PACTHOM HOPME.

Mpu npoegeHun BHMI — uccnenoBaHUs Bepx-
HUX N HMKHMX KOHEYHOCTEN BbISIBNIEHbI BblPAXEHHbIE
NPU3HaKN akCOHaNbHO-AEMUENNHU3UPYIOLLLErO  MO-
paxeHus nepudepunyecknx Hepeos; CIMNN no cpeamnH-
HOMYy HepBy 32 m/C; no 60nbLebepLLOBOMY HEPBY —
23,7 m/c; amnautypa amctansHoro M-oTBeTa co cpe-
OuHHoro Hepsa 3,4 MB 6onbliebepuoBoro Hepea —
1,2 mB.

lpo6ara 11,3., 1984 r. p., oT TpeTbell GepemMeH-
HOCTW, NpOTeKaBLLen 6e3 OCNOXHEHUN; Poabl B CPOK;
mMacca npu poxaeHum 3500 r, anvHa 52 cm.

>Kanobbl HA MOMEHT OCMOTpPa Ha ¢nabocTb B HOrax
M KUCTSX; «MoABOpayMBaHnue» npaBon CTOMbl; YacTble
CMNOTbIKAHMA Ha MpaByto HOry; Aedopmauun CTon; na-
pPEecTe3nmn B HOorax 1 pykax.

PaHee MOTOpHOE U1 MCUXO-pPEYEBOE pasBUTUE
COOTBETCTBOBaNIO  BO3pacTy. [lepBble  MpU3HaAKK



3aboneBaHns NOSIBUINCE B BO3pacTe 8-Mu NeT B BUAE
ObICTPO YTOMISIEMOCTM B HOrax; HE MOI OTHOCUTESb-
HO [OJITO HAaXOAUTLCS B MOSIOXEHUN CTOS; MAapecTe3nn
B CTONax v roneHsx; gedpopmaumn cton. Yepes 5 net
C MOMEHTa MOSIBNEHNS MePBbIX CMMMITOMOB 3abosie-
BaHUS MOSIBUIUCH CnaboCTb WU NapecTtesnun B KUCTSX.
OnutenbHocTb 3a601eBaHMS HA MOMEHT OCMOTpa CO-
ctaBngeTt 23 roga.

B pesynstate ocMoOTpa BbISBAEHO W3MEHEHME
GOpMbI FosIeHelr Mo TUMy «MNepeBePHYTbIX OYTbIIOK>.
CUMMETPUYHbIE TUMOTPODUM MbILL, CTOM, FONEHew,
kucTen. Jedopmauunm cton B Buae ctonsl Ppuapeixa.
MblleyHas cuna CUMMETPUYHO CHUXKEHA B CToMax A0
3-x 6annoB, B AUCTaNbHbIX OTAEnax roneHen oo 3,5-x
6annoB; B KUCTAX 00 3,5-1 6.; B MbllILAX Npeanieyni
no 3,5-i1 6. OTmevaeTcss CMMMETPUYHOE YrHeTeHue
KOJNEHHbIX, CcrmbaTenbHO-NIOKTEBbIX, pa3rnbartersib-
HO-JIOKTEBbIX PedIEKCOB; OTCYTCTBYIOT axWsiOBbl U
KkapnopagunansHole pednekcol. pn nccnegoBaHnn
YYBCTBUTENbHON Ccdepbl Onpenenaercs HapylleHue
rnybokon 4yBcTBUTENbHOCTU. OTMedaeTcsi CKONMo3
rpyaHOro otaena no3BOHOYHMKA. CO CTOPOHBI Yepen-
HO-MO3roBbIX HEPBOB 6e3 natonorun. MHTennektyasnb-
HO-MHecTu4eckmne GyHKUMM COOTBETCTBYIOT BO3pPacCT-
Hol HopMe. ComaTtumyeckuii ctaTyc 6€3 M3MEHEHWIA.

Mpn nposegeHnn IOHMI—unccnenoBaHnsa Bepx-
HUX N HMKHUX KOHEYHOCTEN BbISIBNIEHbI BbIPAXEHHbIE
MPU3HaKN akCOHaIbHO-OEMUENNHU3VPYIOLLLEFO nopa-
XEHNS MOTOPHBIX U CEHCOPHbIX BOJIOKOH nepudepu-
yecknx HepeoB; CIMN no cpeamHHomMy Hepy 34 m/c;
nob6osnbliedbepLoBomMy HepBy — 25,4 m/c; amnautyaa
auctanbHoro M-oTBeTa co cpeanHHOro Hepea 2,8 MB,
6onblebepuoBoro Hepea — 1,6mB.

lMpo6anrg I, 1, 1997 r. p., poouncsa ot nepsoii 6e-
PEMEHHOCTU, NMpoTekaBLlen 6e3 OCIOXHEHUI; poabl B
cpok; macca npu poxgeHun 3500 r, annHa 51 cm.

>Kanobbl HA MOMEHT OCMOTpa Ha cnaboCTb U YyTOM-
NSEMOCTb B HOrax; «noasopavymBaHue» CTon rnpu Xxoab-
6e; necdopmaLm CTomMbl; NAPECTE3NN B HOFax 1 pykax.

PaHee MOTOpHOE 1 MCuxo-pevyeBoe pPasBUTUE CO-
OTBETCTBOBaNO BO3pacTy. [lepBble npudHaku 3abosne-
BaHWSA NOSIBUNNCL C 3-X NIET B BUae cnabocTtu B Horax;
OrpaHNYeHne OBUraTesibHOM akTUBHOCTW; CTENNaxa;
M3MeHeHNs GOPMbI CTOMbI B BUAE «BbICOKOrO0 CBOAA».
3aboneBaHne MensieHHO nporpeccupoBano. Ha mo-
MEHT OCMOTpa AJINTENbHOCTb 3ab0sIeBaHNsSt COCTaBUa
15 net.

[Mpy BHELWHEM OCMOTPE OTMEYAETCs WU3MEHEHME
dOpMbI FofIeHen Mo TUMY «NepeBEePHYThIX OYTbIIOK»;
CUMMETPUYHbBIE YMEPEHHO BbIPaXEHHbIE rMNOTPODUM
MbILLLL CTOMN, rofieHen; aedopmMarmv CTorn B BUAE MOJIoN
CTOMbI; KUCTN 6e3 gedopmaumin. MblleyHasa cuna cum-
METPUYHO CHUXEHa B cTonax ao 3,5-i 6annos, B guc-
TanbHbIX OTAENax roneHen oo 3,5-x 6annoB; B KUCTAX
0o 4,5- 6. KoneHHble pedniekCbl CUMMETPUYHO CHU-
XEHbl; axuiNioBbl OTCYTCTBYIOT. [lpu mccnemoBaHum
YYBCTBUTENIbHOM Ccdepbl onpenensetcss HapyleHue
NOBEPXHOCTHOW Y4yBCTBUTENbHOCTU MO MOJIMHEBPOTU-
yeckomy Tmny. Co CTOPOHbI YHePENHO-MO3rOBbIX HEPBOB
n UHC 6e3 natonoruun. MIHTennekTyanbHO-MHeCcTMYe-
ckure GYHKLMM COOTBETCTBYIOT BO3pPaCTHOM Hopme. Co-
MaTmyeckuii ctatyc 6e3 M3MeHeHiA.

Mpwn npoeaeHn SHMI— nccnepoBaHUA BEPXHUX
M HWXKHUX KOHEYHOCTEN BbISIB/IEHbI NMPU3HAKN AemMue-
JINHN3VPYIOLLErO MOPaXeHUs MOTOPHbIX BOMOKOH Me-
pudepuyeckmnx HepsoB; CIM no cpeanHHOMY HepBy
28,3 m/c; no 6onbLuebepLoBoMy HepBY — 27,7 M/C; am-
nAnTyaa gnuctanbHoro M-oTeeTa co CpeavHHOro Hepea
3,2 MB, 6onbLiuebepuoBoro Hepea — 2,1 MB.

Ta6nuua 1

Knununyeckvne npnsnakn HVICH
y 60nbHbIX cembn C.

BosbHbIE YNeHbl CEMbU
L1 1,1 (L2 11,3 |11,

KnuHunyecknii npusHak

LnuTtenbsHocTb 3aboneBaHns
0o 5 net

ot 5 po 10 net

cBblwe 10 net F aF F AF aF

BospacTt maHudectaunm
3aboneBaHus:

no 1ropa

1-5 net + +
6-10 net + + +
11-20 net
ctapue 20 net

TMNoTPOdUM MbILLILL HUXKHNX
KOHEYHOCTEN: + + + + +
cTon
rosieHemn + +
NPOKCUMasbHbIX OTAEN0B

+
-
-
-

fMnoTpodUN MbILLILL BEPXHUX — —
KOHEYHOCTEN: + + +
Kncrten + + +
npegnaeynn

Jedopmaumm cTon:
nonasi + + +
Dpupperixa + +

Hedopmaunm kncten: — — —
«KOrTMCTas nana» + +
«00e3bsiHbs Nana»

AnctanbHbIn Napes HUXHUX
KOHEYHOCTEN: +
nerkmmn i 4F
YMEPEHHbIN F F
BbIPaXEHHbIN

JuncTanbHbili napes BEPXHUX —
KOHEYHOCTEN:
nerkni +
YMepeHHbIN +
BblPaXXEHHbIN + +

vno/apednekcnsg
CYXOXJ1bHbIX PpedneKcoB: + + + + +
BEPXHUX KOHEYHOCTEN + + + +
HUKHUX KOHEYHOCTEWN

3aTtpynHeHue npu xoapbe:
Ha naTkax + + +
Ha HocKax + +

Crennax +* +* +* Ak 4+

HapyLieHns Bnoos
YYBCTBUTENBHOCTM: + + +
rnybokoi + + + +
MOBEPXHOCTHON

HapyLueHuns co CTOPOHbI — —
CKENETHOW CUCTEMBbI: s A
CKOJIMO3 +
KNOoCKoNnos




Moxazarenu ctumynsaunoHHoin AHMI y o6cnenoBaHHbIX 60JIbHBIX

Tabnuua2 (nonas wunn GpuUapPeEnxoBckas); BUOOB
HapyLUEeHNs YyBCTBUTENIbHOCTU; BOBJIE-

YEeHHOCTM B MATONIOrMYECKUI MPOLLECcC

AucTtanbHas amnauTyna BEPXHUX KOHEYHOCTEeN; narofiornye-
cnu, m/c s E

BoJibHble GUEEUED W CKUX M3MEHEHW CO CTOPOHbI CKeneT-

HMCH1A | p, n. n. n. n. n. n. n. HOV CUCTEMDI.
TMRa | tibi- | pero- | me- | ul- | tibi- | per- | me- | ul- 3. Y Bcex 06CnenoBaHHbIX GOMbHbIX

alis neus | dian. | naris | alis | oneus | dian. | naris

4yneHoB cembu C. oTMeyaeTcs Hannune
1,1 12,74 | 16,32 | 185 | 1561 | 0,78 | 056 | 153 | 148 | 1ynuyHbix MpU3HAKOB  KAMHWMYECKO
1,1 11,57 | 14,54 | 15,27 | 14,80 | 0,24 | 0,16 0,41 | 0,30 kapTuHbl HMCH 1A Tuna: cemMenHbIn
1,2 23,59 | 20,87 | 32,36 | 34,55 | 1,25 | 1,34 | 3,44 | 3,71 | Xapaktep 3abonesaHns, runoTpoduu
1,3 25,45 | 28,55 | 34,97 | 29,32 | 1,66 1,42 2,82 | 3,65 v Napesbl Ml AMCTanbHbIX OTASIOB
’ i ’ ’ ’ ’ ’ ’ ’ HUXHUX  KOHEYHOCTEN; CUMMETPUY-
i, 1 27,73 | 28,92 | 28,34 | 2297 | 1,81 | 1,85 | 8,25 | 2,98 | HoCTb MOpaxeHus; pacCTPONCTBO YyB-

OCHOBHbIE KNMHMYECKN NPU3HaKn 3ab0sieBaHus y
60JbHbIX cembu C. npeacTaBneHbl B Tabnuue 1.

B TaGnuue 2 npencrtasnieHbl JaHHbIE, MOyYeHHble
npv nNpoBeneHnn CTumynsaumoHHon SHMI y 60nbHbIX
cembu C.

Kak BUAHO 13 NpeacTaBieHHol Tabnuubl 2, y Bcex
obcnenoBaHHbIX G0JIbHLIX OTMEYaeTcs AO0CTOBEepHoe
CHWxXeHune 3HaveHnin CIMN n amnnntyabl M-oTBeTa, 4TO
CBUIETENbCTBYET 006 aKCOHaNbHO-AEMUENNHU3UPYIO-
LeM Tune nopaxeHust.

BbiBOAbI.

1. JaHHbIN KIMHWUYECKUI CRyYan OEMOHCTpUpyeT
BHYTPUCEMENHBI  NOAMMOPGU3M  HEHOTUMUHECKNX
nposisneHnin HMCH y HocuTenen naeHTuYHbIX Natono-
rMYEeCKNX FreHOB.

2. KnuHunyeckuii nonumopdusm 3aboneBaHus y
60JIbHbIX 4/IeHOB cemMbi C. MpPosIBASIETCS B pasHULE:
BO3pacTa MaHudecTaumm 3abonesaHns; cteneHn na-
pPEe30B OUCTasbHbIX OTAENOB KOHEYHOCTEN, BApbUPYIO-
LWMX OT NIerkmx o Tsxxenbix; Gopm gedopmarmii CTonbl

CTBUTENbHOCTY; OedopmMaumm CTom;

HapyLLUEeHWe MNOXOMKWU; CHUXEHME CKOPOCTM NpoBeae-
HUS MMMNynbca MO ABUraTefibHbiIM BOJIOKHAM nepude-
pPUYEeCKNX HEPBOB.

4. Y 60nblUMHCTBA OOJIbHbIX OTMEYaeTcs akco-
HanbHOE MopaxeHue, NMPU3HAKOM KOTOPOro sBASeTcs
yMeHbLLeHneM amnautyabl M-oTtBeta. BO3MOXHbIMU
NpUYMHaAMN MOPaXKEHNS aKCOHOB NPU AEMUENTUHU3NPY-
towet HMCH moxeT 6bITb NNeinoTPOnHOCTb NaToIorn-
4YeCKOro reHa, aKCnpeCcCupyoLErocs Kak B LUBAHHOB-
CKUX KJIeTKax MUESIMHOBOM 000N0YKN TaK U B OCEBbIX
UMNNHAOPaxX akCOHOB, a TakXe MeXreHHble B3aumMmoaemn-
CTBUS NPMBOASLLME K HAPYLUEHMIO (PYHKLIMOHANbHbLIX
CBSI3el MeX Ay LBAHHOBCKUMU KIeTKaMn MUESTMHOBOM
0060104KM 1 aKCOHOM.

MepcnekTnBbl panbHEAWNX WUCCefoBaHUMN.
JanbHenwune nccnenoBaHus, HanpaBfEHHbIE HA W3-
y4yeHue natoreHesa HMCH, nossonart onpegennts me-
XaHW3Mbl PasBUTUS akCoHOMaTUK, a TakXke MPUYUHBI,
nexauime B OCHOBE KJIMHMYECKOro nonmmopdpuama,
YTO AACT BO3BMOXHOCTb MPOrHO3MPOBaHUA TSXKECTN 3a-
6oneBaHus 1 NnpoBeaeHns aPEKTUBHON MeaKaMeH-
TO3HOW KOPPEKLMM AaHHOM NaToNornu.
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KNIHIYHUA NONIMOP®I3M CMNAAKOBOI MOTO-CEHCOPHOT HEMPOMATIT 1A TUMY

Foeo6axl. O.

Pe3iome. Y cTatTi pO3MmAHYTO K/IHIYHUIM BHYTPILWHBOCIMENHMIA NMOAIMOP®I3M CNasikoBOI MOTO-CEHCOPHOM
Herponartii (CMCH) 1A Tuny. MeToto gocnigxeHHs 6yB aHania BHYyTpilWHbociMeliHoro nonimopdiamy CMCH 1A tuny
Ha nigcTaBsi BiaMiHHOCTEN HGEeHOTUNIYHMX 03HaK | HEMPO®I3ioN0riYHNX NOKA3HUKIB Y HOCITB iAEHTUYHOI FreHETUYHOI
natonorii — gynnikauii rena PMP22 y reTepo3nroTtHoOMy CTaHi B XPOMOCOMHIN ainaHui 17p11. 2. Y Bcix ob6cTexe-
HUX XBOPWX YNeHiB cim’i C. 6yo BUSIBNIEHO HAsIBHICTb TUMOBUX 03HAK KJiHIYHOI kapTuHU CMCH 1A Tuny: cimenHni
XapakTep 3axBOPIOBaHHS, rinoTpodii Ta napesn mM’a3iB ANCTanbHUX BiAAINIB HMXHIX KiHLiBOK; CUMETPUYHICTb ypa-
XEHHS; po3nagmn Y4yTnreocCTi; gedopmauii CTON; NOPYLUEHHS XOAM; SHUXKEHHS LUBUAKOCTI MPOBEAEHHS IMMNY/bCY
Mo PYXOBUX BOJIOKHaX nepudepinHmnx HepsiB. KniHiYHMA noniMopdidamM 3axBOPIOBAHHA Yy HOCIIB OAHIET i TiEl X
reHeTUYHOI NaTosorii NPOABNABCSA B Pi3HULI Y Bili MaHidecTauii 3axBOPIOBaHHS; CTYMEHIO NnapesiB AUCTallbHUX
BioAiNiB KiHUIBOK, popMi AedopmaLiit CTONW; BUAIB MOPYLLUEHHA YYT/IMBOCTI; 3a/ly4€HOCTi A0 NnaTosIori4yHoro rnpo-
LLecy BEPXHiX KiHLiBOK; MaToNOrivyHMX 3MiH 3 60Ky CKeJIeTHOI CMCTEMM; NOSIBi 03HAK akCoHoNaTii.

Kno4yoBi cnoBa: CnagkoBi MOTO-CEHCOPHI Hemponartii, KAiHiYHWUIA noniMopdidm, GEeHOTUNIYHI 03HaKK,
HEMpPOodi3ioNorivyHi NOKa3HUKN.
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Clinical Polymorphism of 1A type Hereditary Motor-Sensory Neuropathy

Govbah . A.

Abstract. The article describes the clinical interfamilial polymorphism of 1A type hereditary motor-sensory
neuropathy (HMSN). HMSN - is the most common nosology in the structure of monogenic hereditary diseases of
the nervous system, since there is no effect on life expectancy it leads to a significant accumulation in families and
in populations at whole. The frequency of all HMSN forms in the general population is 1:3000.

For nowadays it was quartered over 40 locus, responsible for HMSN; more than 29 genes were identified, the
mutations in which leads to the development of the disease, and their search is continuing. Modern HMSN clas-
sification is based on the molecular-genetic data, electrophysiological, morphological methods of study, as well as
the nature of the peripheral nerves damage.

International consortium on the hereditary neuromuscular diseases study as the threshold level of signal (im-
pulse) realization speed (IRS) for motor fibers of the median nerve accepted the rate 38 m/s. On the basis of IRS
among motor fibers of the median nerve and the morphological special characteristics of the defect on the struc-
tures in peripheral nerves are identify the following clinico-genetic types of HMSN: 1) demielinising (IRS<38 m/s);
2) axonal (IRS>38 m/s); 3) intermediate (IRS 25-45 m/s).

Like many monogenic diseases of the nervous system, for HMSN inherent pronounced clinical polymorphism. The
reason of phonotypical features of hereditary pathology differences is interaction of genetic and environmental factors.

The aim of the research was the analysis of 1A type interfamilial polymorphism HMSN on the basis of phenotypic
features differences and neurophysiologic indicators of identical genetic pathology bearer — duplication of the gene
PMP22 in heterozygous state in a chromosomal zone 17p11. 2.

The object of the research were involved patients HMSN 1A, who are the members of the same family. This family
is under the supervision of the Kharkiv specialized medical genetic center since 1980. The diagnosis of 1 A type
hereditary motor-sensory neuropathy was determined among 5 members of this family on the basis of complaints,
disease anamnesis, clinical-genealogical analysis, clinical neurological examination, electroneuromyography and
molecular — genetic investigation.

All the members of this family who were the investigated patients revealed the presence of typical signs of
clinical HMSN 1A type: family nature of the disease, hypotrophy and paresis of distal parts muscles of lower limbs;
symmetrical damage; sensitivity disorder; foot deformations; gait disorders; decrease of impulse conduction of
motor fibers of peripheral nerves. Clinical polymorphism of the disease of the same genetic pathology bearers
occurs in the age differences of disease onset; paresis degree of the distal limbs, forms of foot deformities; types
of sensitivity disorders; involvement into the pathological process of the upper limbs; pathological changes of the
skeletal system; axonopathy signs occur.

The majority of patients indicated axonal-demielinising type of damage, the symptom of which is the decrease of
the amplitude of M-response. Possible cause of the axons damage with demielinising HMSN can be the pleiotropy
of pathological gene, expressed in Schwann cells of the myelin sheath and the neuraxons. Another possible cause
of axonopathy may be intergenic interaction, leading to the loss of functional connections between Schwann cells
of the myelin sheath and the axons.

Further research aimed at the study of the pathogenesis HMSN, will let us to determine the nature of the
axonopathy — primary or secondary. The study of the causes underlying the clinical polymorphism, will give us the
chance of prediction the severity of the disease and effective pharmacological correction of this pathology.

Keywords: hereditary motor-sensory neuropathy, clinical polymorphism, phenotypic features, neurophysi-
ological indicators.
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