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aHanuse okasanuck Tskectb UMT 1 nokanusaums 30HbI
ywmnba mosra B BUCOYHOW obnactu. HemanosaxHoe
3HadyeHne gna pucka passutusa NMTO okasbiBaeT M Ha-
nnymne ankorornbHOro OMNbSHEHUS B MOMEHT MONyYeHus
UMT. AHanua gaktopoB pucka byger cnocobcTBoBaTh
COBEPLUEHCTBOBAHNIO OKa3blBAEMOW MEOULMHCKOW Mo-
MOLLM Ha BCEX 3Tanax feyeHusl, a Takke paspaboTke
JanbHenwmnx peabunuTaumMoHHbIX MEePONPUSATUIA Y 3TOW
KaTeropumn naLmeHToB.

KoHdnukT nHTEpecoB. VccnegoBaHne He MMerno
CMOHCOPCKOW MNOAAEPXKU. ABTOPbI HECYT MOMHYK OT-
BETCTBEHHOCTb 32 NPefoCTaBIEHNE PYKOMUCHK B NevaThb.
Bce aBTOpbI NpUHMManu yyacTtne B pa3paboTke KoHLen-
uun crTatbyM M HanucaHum pykonucn. OKoH4YaTernbHas
Bepcus pykonucu bbina ogobpeHa Bcemun aBTopamu.

ABTOpPCKUM BKNaA: KOHUENUMsS U AM3alniH uccrnenosa-
HYS, aHanu3 1 HTepnpeTauma pesynsratoB — A.B. 3axa-
poB, /. E. NoBepeHHOBa; Nony4eHne AaHHbIX U HAaNUcaHue
ctatb — A.B. 3axapos, M.B. Kypos, E.B. XuBuHLeBa;
obpaboTka aaHHbIX — A.B. 3axapoB; yTBepXaeHNe pyKo-
nucy onsa nybnukauum — W, E. MNoeepeHHoBa.
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Llesib: OLeHNTb BO3MOXHOCTb BbINOTHEHUS PYTUHHOIO anropuTma (nocrnegoBaTenbHas oLUeHKa KIMMHUYECKUX CUM-
ntomoB, pesynsratoB QHMI n [HK-aHanu3) B anarHoctuke HacnegCTBEHHOW MOTOPHO-CEHCOPHON Henponatum IA
TMna B aMBynaTopHO-MONMKNUHUYECKNX ycnosusx. Mamepuan u memodsi. NpoeeaeH 0630p MHOCTpaHHOW nuTepa-
TYpbl, CBMOETENbCTBYOLWMIA O (DEHOTUNNYECKOM NONMUMMOPAdU3ME, rEHETUHECKON reTePOreHHOCTM U CIIOXHOCTAX Ana-
FHOCTMKN HacneACcTBEeHHbIX nonuHeriponatvin. [Ona Bepudukauum AuarHo3a HacnefcTBEHHOW MOTOPHO-CEHCOPHON
Henponatun |A Tuna B KOHKPETHON CeMbe WCMONb30BaHbl AOCTYMHbIE B aMBynaTopHO-NONMUKIMHNYECKON NpaKTuke
METOAbI (OLEHKa KITMHWYECKNX CUMMTOMOB, reHeanormdeckun metod, SHMI v pyTuHHbIn OHK-aHanus). Pesynbma-
mbl. BbINONHEHWE PYTUHHOMO anropuTtma (nocrnegosaTtenbHas oLeHKa KMMHUYECKUX CUMNTOMOB, pedynbratos QHMI
n AHK-aHanu3) no3sonuno BepuduLmpoBaTb AMarHo3 HacrnecTBEeHHOW MOTOPHO-CEHCOPHOW Hewponatuu |A Tuna B
ambynaTopHO-NOMNMKIMHUYECKMX YcroBuax cnycts 6onee 20 net ot MmomeHTa Aebiota 3abonesanus. 3aknoyeHue. He-
06x04MMO MHPOPMMPOBATL MPAKTUYECKMX Bpayen 0 AOCTYMHOCT COBPEMEHHbIX cnocobos Bepudukaumm gmarHosa
HacneacTBeHHbIX 3aboneBaHnin HEPBHOW CUCTEMbI.

KntoueBble cnoBa: HacneacTBeHHas MOTOPHO-CeHCopHas Heiiponatust I1A Tuna, HK-gnarHocTuka.

Kolokolova AM, Sitkali IV, Kolokolov OV. Hereditary neuropathies: systematization and diagnostics (clinical case of he-
reditary motor and sensor neuropathy of the IA type). Saratov Journal of Medical Scientific Research 2016; 12 (3): 370-375.

Aim: to study the value of routine methods (clinical symptoms, electrophysiological findings and results of DNA
analysis) in diagnostics of hereditary motor sensory neuropathy type IA in outpatient clinics. Material and Methods.
The review of foreign literature is represented. The phenotypic polymorphism, genetic heterogeneity and the difficul-
ties of diagnostics are identified. A family with hereditary motor sensory neuropathy of IA type is presented, which was
diagnosed on the base of available methods in outpatient practice (clinical symptoms, genealogical method, electro-
physiological findings and DNA analysis results). Results. Routine algorithm (consistent valuation of clinical symptoms,
neurophysiologic findings and the results of DNA analysis) helped to verify the diagnosis of hereditary motor sensory
neuropathy of IA type in outpatient practice after more than 20 years of the onset of the disease. Conclusion. The neu-
rologists of outpatient clinics and other specialists must be informed about the availability of diagnostics of hereditary
diseases of nervous system.

Key words: hereditary motor sensory neuropathy of 1A type, DNA-testing.

BBepeHue. TepMuH «HacnegcTBeHHas MOTOPHO-
ceHcopHas Hewnponatua (HMCH)» B HeBponoruv un me-
OVLMHCKON reHeTuke ucnonb3yloT Ans o0bo3HaveHus
rpynnbl reHeTU4Yeckn AeTepMUHMPOBaHHbIX 3abonesa-
HUM nepudepUYeckMx HEpBOB, OTNMYAIOLLIMXCA 3Ha-
YATENBHON FEeTePOreHHOCTbI0 U (PEeHOTUNUYECKUM O-
NMMOPU3MOM U XapaKTePU3YHLLMXCS CUMMITOMaMu U
npu3Hakamy NporpeccupyroLLen nonMHenponarmm, npo-
ABMAWMMNCA Nepudepmnyeckumn TeTpanapesamu C
NPeMMyLLECTBEHHBIM NMOPaXXEHNEM MbILUL, ANCTalNbHbIX
OTAEernoB KOHEYHOCTEMN.

Obwas pacnpoctpaHHeHocTb HMCH B nonynsiymsx
pasnu4yHa u coctaenset 10—40x10-% [1-3]. Tak, no gaH-
HbIM MOMNYNALUMOHHBLIX MCCeaoBaHUN, pacnpoCTpaHeH-
HocTb HMCH B 3anagHoi Hopeerun coctaensaet 41x10-
5 B Utanum 40x107%, B WcnaHumn 28,2x10-°, B AnoHun
10,8x10-®° [4-7]. B cpegHeasunaTtckux nonynsuymsx HMCH
OMarHoCTUPYHOT OTHOCMTENbHO peako. Hanpumep, B Typ-
kmeHuctaHe (Awxabag) pacnpoctpaHeHHocTe HMCH
cocraBnsieT nuwpb 2,13x10%. B poccuickux nonynsuu-
sX, No gaHHbiM [ E. PygeHckon, pacnpocTpaHeHHOCTb
HMCH B cpegHem cocTaensieT 5,64x10-5 [8]. Hanbonee
BbICOKasi pPacrnpoCTpPaHEHHOCTb 3aperncTpupoBaHa B
Kuposckon obnactu: 16,3x105, B BopoHexckon obna-
ctn 12,5%x107%, B KpacHogapckom kpae 9,2x10-°, B Po-
cToBckomn obnactu 8,72x1075 [9—12].

B cooTBeTCTBUM C 3neKkTpoHenpommuorpaduyeckm-
MU U TUCTONATONMOrMYECKUMU KPUTEPUSIMU BbIAENAIOT
OBa OCHOBHbIx Tuna HMCH: pgumuenvHusnpyowmin
(HMCH 1) n akconanbHbii (HMCH II) [13]. Anga HMCH
| XapakTepHO CyLLEeCTBEHHOE CHUXEHWE CKOPOCTU Mpo-
BegeHus nvmnyneca (ClN) no nepudepunyeckum Hepsam
BCMeACTBME CErMeHTapHoOW [fe- U peMuenvHusauuu.
HMCH Il xapakTepun3yeTcsi HopMarnbHbIMU UNN YMEPEH-
HO CHWXeHHbIMK 3HadeHusmu CIN. Benuumna CIA,
paBHast 38 m/c, onpegensiemasi Mo MOTOPHbLIM BOJIOK-
HaM CpPEeAMHHOro HepBa, NMPUHATA Herpoduanonoramm
Kak ycnoBHas «rpaHuua» ansa pasgenedus HMCH Ha
nemuenvHusmpytowme (CriA<38 m/c) u akcoHanbHble

OTBeTCTBEHHbIN aBTOp — Konokonosa AHxenunka MuxainosHa
Ten.: 8 (8452) 392138
E-mail: kolokolov@inbox.ru

(CMiN>38 m/c). CneumanucTbl OTMEYaloT CyLLECTBEHHOE
npeobnagaxue gemvienuHusmpytowmnx HMCH (70,5%)
Hag akcoHanbHbiMK (29,5%) [16]. Kpome Toro, Bbige-
NSAT NPOMEXyToYHbIi BapnaHT HMCH, xapakTtepu3y-
towmincss CMN no cpenmMHHOMY HepBy B MHTepBane ot
25 no 45 m/c. I3BeCTHbI CEMb rEHETUYECKNX BapnaHTOB
HMCH npomexyTtoyHoro tuna (MIM 613641, 606482,
608323, 607791, 615376, 616039, 608340).

B nutepatype onucaHbl ayTOCOMHO-OOMWHAHTHbIE,
ayTOCOMHO-peLeccuBHole 1 X-CUENfeHHo Hacneaye-
Mble popmbl HMCH [14, 15]. 3aboneBaHne xapaktepu-
3yeTCs BbIPaXKEHHOWN reHeTUYECKOW reTeporeHHOCThLH0. B
HacToslee Bpemsa naeHTuduuymposaHo 30 reHoB n 50
FNIOKYCOB, OTBETCTBEHHbIX 3a passutne HMCH [16, 17].

B 3aBMCUMOCTM OT KNMHNYECKO-TEHETUYECKON Xapak-
TEPUCTUKN NPUHATO BbIAENATb ceMb Tunos HMCH.

K HMCH | Tvna oTHOCATCS NATb OCHOBHbIX FEHETU-
YeCkUX BapUaHTOB AEMMWENMUHMU3UPYIOLLMX MONUMHENpPO-
natnui C ayTOCOMHO-OOMWHAHTHbIM U X-CUEMNneHHbIM
AOMUHaHTHLIM TUMNOM HacnegoBaHus. Mo ayToCoMHO-
OOMUHaHTHOMY Tuny Hacnegytotes IA (MIM 118220), IB
(MIM 118200), IC (MIM 601098) 1 ID (MIM 607678) Tnnbl,
a IX tun (MIM 302800) nmeet peako BCTpevaroLmincs
X-CUenneHHbI JOMUHAHTHBIN TUN HacnegosaHus [18—
20]. Pa3sutre HMCH | Tvina obycnoeneHo mytaumsamm B
cnegyowux reHax: LPMP22 (6enok nepudepuyeckoro
mMuenuHa), MPZ (ocHoBHol 6enok muenuHa P0), GJB1
(6enoKk MEXKIETOYHbIX KOHTAKTOB KOHHEKCUH-32) 1
EGR2 (paHHui chakTop TpaHckpunumn). Hanbonee pac-
npocTtpaHeHHbIM BapnaHtoM HMCH | Tuna asnsertca I1A
TWN, Ha JONK KOTOPOro NpuxoamTcs okorno 65% cnyya-
eB 3aboneBaHus. [pyron pacnpoctpaHeHHoW HopMOoN
HMCH | tnna sensietcst IX Tvn, KOTOpbIA BCTpe4yaeTcs
B 20% cnyyaeB HacneactBeHHbix MHIM [21]. 3abone-
BaHune obycnoBneHo MyTauusmmn B reHe gapjunction B1
type (GJB1), npogyKToM KOTOPOro SBNSETCs Gernok KoH-
HekcnH-32 (Cx32).

Mpu HMCH Il Tna onucaHo 11 reHeTU4ecknx Bapu-
a@HTOB aKCOHarbHbIX MONMHENpoNaTnii C ayTOCOMHO-0-
MWHaHTHbIM TUMOM HacnegoBaHus. [Ins BOCbMU U3 3TUX
BapMaHTOB MOEHTUMULMPOBaHbI reHbl [22, 23]. Hanbo-
riee pacnpocTpaHeHHbIM BapnaHTOM 3TOW rpynnbl SBNS-
etca lIA Tun (MIM 609260), koTopbI BCTpeYaeTcs npu-
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mepHo B 20 % cnyyaes 1 06ycnoBneH MyTaumsiMu B reHe
MFN2, nokannsoBaHHOM Ha xpomocome 1p36.2 [23].

AkcoHanbHble HMCH (tun Il) B uenom BcTpevaroT-
cs pexe, yem gemuenuHuaunpytowme (tun 1), nx pac-
npocTpaHeHHOCTb cocTaBnsaeT 4-12x10-° [3,15]. Ons
HMCH Il Tuna xapaktepeH 6onee no3aHWi Bo3pacT Ha-
yana 6onesHu (B cpegHeM Ha 10 neT nosxe, 4em npu
HMCH 1), MeHbluas cTeneHb YrHETEHUSI CYXOXUITbHbIX
pednekcoB; nNpu oTaenbHblx BapnaHtax HMCH Il Tuna
MOXET ObITb BbISIBNIEH P AOMNOMHUTENbHbIX CUMMTO-
MOB, HE CBONCTBEHHbIX AEMUENVHN3MPYIOLLM hopmam,
HanpvmMep BereTaTmBHble U TpoUYecKkne HapyLleHus,
HemnponaTtuyeckas 6onb [2, 13, 16].

HMCH Il Tvna npegcraeneHa BpPOXAEHHOW AeMWU-
envHusmpytowen nonvHenponatven Dejerine-Sottas.
3aboneBaHne reHeTUYeckn reTeporeHHo, obycnoene-
HO MyTauusMU B TpeX pasnuuyHbix reHax: PMP22, PO un
EGR2 (MIM 145900).

HMCH IV Tna BkntoyaeT ceMb reHeTU4eCKMX Bapu-
aHTOB C ayTOCOMHO-PELIECCMBHbLIM TUIMOM Hacnenosa-
HWS1, KOTOPble OTHOCHTCA Kak K rpynne eMUenvHn3npy-
IOLLMX, TaK U akcoHanbHbix HMCH [24-26]. Hanbonee
pacnpocTpaHeHHbIM  BapuaHTOM  ayTOCOMHO-peLec-
cuBHbiXx HMCH saBnsetca tun IVA (MIM 214400), 06-
YCINOBMEHHbIN MyTaumsamu B reHe GDAP1, nokanuso-
BaHHOM Ha xpomocome 8q13-q21.1. [ns aTon dopmbl
XapakTepHbl AebloT 3aboneBaHVWs B paHHEM AETCKOM
Bo3pacTte (1-5 neT), paHHee BbiNageHNE CYXOXUIbHbIX
pecrekcoB, BblpaXKEHHbIE PacCTPONCTBA rMyOoKoW YyB-
CTBUTENbHOCTU, @ Takke BOBMEYEHME B NPOLECC MPOK-
CMManbHbIX MbilL, HOT. OcTanbHble reHeTM4ecke Bapu-
aHTbl HMCH IV (MIM 601382, 604563, 601596, 601455,
614895, 611228) BCcTpeyvaoTca peako 1 onucaHbl B eau-
HUYHbIX ceMbsix B JluBuun, Armxumpe, Utanuu.

HMCH V tuna (MIM 608654) npencraBneHa peakon
KNMHUYECKON MOTOPHOM POPMOK, XapaKTepuayoLLencs
coyeTaHvem CMMMNTOMOB MOMMHeNponaTun ¢ nupaMua-
HOW cumnToMaTukon. B GomnblUMHCTBE cryvaeB Hacrne-
JyeTcs OHa MO ayTOCOMHO-AOMMHAHTHOMY Tuny. 3abo-
neBaHune HauYMHaeTCsl Ha BTOPOM-TPETbEM AECATUNETUN
XW3HM CO cnabocTu B AMCTanbHbIX OTAENnax PyK U HOL.
XapakTepHO pa3BuTue BblpaXXeHHOW aTtpodun TeHapa,
nedopmauun cron. HapylweHunsa 4yBCTBUTENBHOCTU OT-
CyTCTBYHOT [27].

HMCH VI tuna (MIM 601152) Bkntovaet Bce dop-
Mbl MONMHENponaTum, codeTarLmecs ¢ atpoduen 3pu-
TeNbHbIX HEPBOB U HEMPOCEHCOPHON TYroyxocTbto. [Ans
OOMbLUMHCTBA ONWCaHHbIX B nUTepaType Cly4vaeB Xxa-
pakTepeH ayTOCOMHO-PELIECCMBHbIV TUM HAacneoBaHUS,
06ycnoBneHHbIn MyTaumsamm B reHe mitofusin-2 (MFN2).
3aboneBaHne peblTMpyeT MONUHEBpPONaTUEN, BO3HU-
KatoLlen B AETCKOM Uy B3pOCIIOM BO3pacTe, K KOTOpOW
No3Xe NPUCOEANHAITCS aTpodun 3pUTENbHbLIX HEPBOB
M HelpoceHcopHasa TyroyxocTb. [lpn X-cuenneHHbIX
BapuaHtax HMCH VI tuna 3aboneBaHue pebioTtupyer
B Bo3pacTe 30-35 net, cConpoBOXAAETCA CHUXEHUEM C
nocneayoLwmnm NpucoeamHEHNEM CUMNTOMOB NOMMHEB-
ponatum 1 atpodummn 3putenbHblX HepsoB. Mpu SHMI
onpefendaT npusHakn rpybon amddysHon nartonorum
nepndepnyecknx HepBOB C BbIPaXKEHHbIMU NPOSBIEHN-
MW aKCOHOMATUK U AeMunenuHmsaumm [28, 29].

B HacTosillee Bpems onucaHO ABa EHETUYECKMX
BapuaHta HMCH VII tuna [30, 31]. HMCH VIIA (MIM
158580) obOycrnoBneHa reTepo3uroTHOM MyTauuMen B
reHe SLC5A7 Ha xpomocome 2Q12, HMNVIIB (MIM
607641) — myTtaumen B reHe t DCTN1 Ha xpomocome
2p13. O6a BapuaHTa HacnegytTcs ayTOCOMHO-40-
MWHaHTHO. KnMHMYECKM OHW NPOSBNSATCS MEANeHHO
nporpeccupyoLien MOTOPHON MonuHenponaTnen, BO3-

HEPBHBIE BOAE3HH

Hukatowwen B Bospacte 20-30 nert, ¢ nocnegyowmm na-
panuyom rofiocoBbIX CKMaaok.

Kak n3sectHO, eQUHCTBEHHbIM HaaeXHbIM CrocoboM
NOATBEPXKAEHUS AmarHosa nboro HacnencTBEHHOro
3aboneBaHns SBNSETCA  MOMEKYNSPHO-TEHeTUYecKas
OVMarHoOCTUKa, AOCTYMNHasA B HACTosILLEE BPEMS NPU MHO-
rmx 3aboneBaHusx. Tak, B PO Bo3MoOXHa AuarHoctuka
6onee 300 3aboneBaHWin HEPBHOW CUCTEMbI, B TOM Y/C-
ne okono 20 ¢oopm HMCH.

HaunbGonee npocTol anropuTM [OWArHOCTUMKM Ha-
CNeacTBEHHOrO 3aboneBaHWsi COCTOMT U3 Tpex Mo-
cnepoBatenbHbIX 3TanoB: 1) BbISBMEHWE CUMMNTOMOB
N MNPU3HAKOB, TUMUYHbIX ONS KINMHWYECKON KapTUHbI
HacneacTBeHHOro 3aborneBaHUsi, XOPOLIO M3BECTHOro
OOKTOpaM; 2) YTOYHEeHMEe guarHos3a npu rnomoLin py-
TUHHbIX METOAOB MNapaknMHWYECKON OUarHOCTUKK; 3)
OKOHYaTenbHOe MNOATBEPXAEHWE AMarHo3a B criyyae
0BHapy>KeHnss MyTaLmmn reHa, OTBETCTBEHHOM 32 BO3HUK-
HoBeHue 3aboneBaHus. [pyMepoM BLINOMHEHUST TaKo-
ro anropuTMa MOXET CINY>XUTb OUArHOCTMKA MbILLIEYHOMN
anctpodun [ioweHHa: 1) BbISIBNEHWE CUMMNTOMOB U
NPU3HAKOB, TUMNYHbIX ANS MblleYHon anctpodum [io-
LWeHHa, Y MarnedvKka B Bo3pacTe 3—6 neT; 2) yToYHeHne
AmarHosa Ha OCHOBaHUK BbisiBNEeHUs BbicoKoro (B 10 unn
bornee pa3 NpeBbILIAOLLETO HOPMY) YPOBHS KpeaTuH-Ku-
Ha3bl CbIBOPOTKM KPOBW; 3) OKOHYaTeNbHOE MOATBEPXK-
OeHWe amnarHosa B criyvae obHapyXeHuUs MyTaummn reHa
antcTpodmHa (DMD).

OpHako BbINOSIHEHWE TaKOro anropMtma BO3MOXHO
He BO BCex CryyasiX, MoCKomnbKy: 1) NpucyLLniA MHOrMM
HacrneacTBeHHbIM 3aboneBaHUsIM PeHOTUNNYECKUIA MO-
numopdu3aM He Bcerga No3BoSsieT KIMHULMCTaM Tou-
HO onpefenuTb HO30M0rMYeckyto opMy; 2) pyTUHHbIE
MeToAbl MapaknMHUYEeCKOW OMarHoCTUKM He Bcerga
MO3BOMSIIOT YTOUHWUTL KIMHUYECKUIA OMarHo3, Tak Kak
MMEKT HU3KYH CcneumduyHOCTb U YyBCTBUTENBHOCTb;
3) reHeTM4ecKas reTeporeHHOCTb 3aboneBaHun u Hanm-
yne penknx opM 3HAUYUTENBHO YCITOXKHSAKT U CHMXKAOT
LEHHOCTb Pe3ynbTaTtoB MOMEKYNAPHO-TEHETUYECKMX UC-
CrnefoBaHUN, HanpaBfeHHbIX Ha MOWCK KOHKPETHON 13-
BECTHOW reHeTMKam MyTauuu.

B Takmx cnydasx Haubonee HagexHbIM crocobom
OVarHOCTUKN SIBNSIETCS CEKBEHMPOBAHME FEHOMa, HO B
HacTosiLLiee BpeMSI OHO HEOCTYMHO AJ1S1 UCNOSb30BaHKS
B MNPaKTUYEeCKOM 30paBOOXPaHEHUN. AnNbTepHATUBHbLIM
CnocoboM MOXHO cuMTaTb CO34aHMe MoLlaroBbiX pas-
BETBIMEHHbIX OUArHOCTMYECKMX anropuTMOB C roaTan-
Hon OHK-gnarHocTukon, yto npegnaratot E.J1. Jaganu
1 coasT. [32], HO U B 3TOM Crny4ae BEepOSATHOCTb Aua-
FHOCTUYECKMX 3aTpyAHEHWI ocTaeTcs Bbicokow. Onpe-
OENeHHbIM YCMEXOM MOXHO cuMTaTb pasBuBatoLleecs
B MoOcCrnefHue roabl NaHenbHOEe CEKBEHMPOBaHWE, MO-
3Bongtoulee Tectupoatb JHK 60nbHOro Ha HeCKonbKo
Hambonee YacTbIX MyTauui ogHoBpemeHHo [33, 34].

O6cyxaeHue KIMHu4Yeckoro crniyyas. [aumeHt —
MY>XYMHa, 0OpaTMBLUMIACSA BNeEpBbIE K HEBPOSOry B BO3-
pacte 33 rner.

OcHoBHOM xanobon ABUNOCb HapylleHne yHKLMK
xo4b0Obl, YTO camM MauMEHT CBA3bIBaN C NepeHeCceHHom
paHee TpaBmou. [Npu ueneHanpaBneHHOM paccnpoce
yaanocb 06HapyXuTb xanobbl Ha cnabocTb B MblLLAX,
crubatoLmx / pasrmbaroLmx CTonbl; HeOObIYHYO dopmy
CTON; ycuneHne HapylleHun xoabbbl B TEMHOE BpeMs
CyTOK. DYHKLIMIO BEPXHUX KOHEYHOCTEW BOMbHONM pacue-
HMBamn Kak COXPaHHYH, HapYLUEHWUsI YyBCTBUTEMbHOCTU
He oTmevarn.

Cam nauueHT cyntan cebs 6onbHbIM ¢ 16 neT, Kor-
Oa nepeHec TpaBMy, BEPOSATHO BbIBMUX, MPaBOro rore-
HOCTOMHOro cycraea. [1o okoHYaHuUKM nepuoaa MMMooU-
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nM3auumn 3amMeTus, YTO He MOXET XOAWTb, KaK paHblue,
cTan oTMevaTb NOBbILLEHHYI YTOMASEMOCTb B MblILLLAX
Hor. OgHako B MeAuUMHCKME yypexaeHus He obpa-
Lwancs, nepedyncneHHble xanobbl CBA3bIBan ¢ nocnea-
ctBuaAMK TpaBmbl. Cnycta 10 net (B Bo3pacTe 26 ner)
B CBSA3M C HapyLUEHMEM MOXOAKWU NauneHT obpaTtuncs B
Capatockuin HAMTO, rge Gbin 0CMOTPEH OpTOMNEAOM,
KOTOpbIN 3aMeTUn naMeHeHne ¢opmbl 06enx cTomn U
npeanoXxun no 3ToMy NoBoAgy onepaTuMBHOE fieveHune, ot
KoToporo 6onbHOM BHavane oTkasancs. OgHOBpPEMEHHO
C 9TMM opTOones, BbiCkasar NPeAnonoXeHne 0 Hanm4mumn y
60MbHOr0 HEPBHO-MbILLEYHOTO 3ab0neBaHus.

BornesHb meaneHHo mporpeccuposarna. B Bo3pacTe
30 neT naumeHT cTan 3amevaTb, YTO He Bcerga cnpaBns-
€TCs C Harpy3Kkon us-3a cnabocTu B KACTSIX PyK, OQHAKO
He npugasarn 3ToMy 3HayeHus. B 310 e Bpems BO3HUK-
NV 3aTpygHEeHNs Npu NepeaBMXeHnn B TEMHOE Bpems
CYTOK.

Tonbko cnycTs ewe 2 roga 60mnsHOM NOBTOPHO 0bpa-
Tuncs k optonegam Capatosckoro HANTO. MauneHTy
ObIn BbINOMHEH apTPOA4Ee3 NPaBOro rofieHOCTOMHOro Cy-
CcTaBa, B pesynbraTte Yero ABWXEHUS B rofieHOCTOMHOM
cycTaBe CTanv HEBO3MOXHbIMMW, HO NMPOM30LLIIa YacTuhy-
Has KoMMeHcauus obbema OBWXKEHWUW 3a CYET Opyrux
couneHeHu ctonbl (puc. 1).B cBsA3M ¢ OTCYyTCTBUEM OXN-
naemoro addekta oT NPOBOAUMOrO fiedeHus1 6ornbHoM
obpaTtuncs n K HeBpornory.

Mpu ueneHanpaBneHHoM cbope aHamHe3a W Mo-
cnepywowem obcnenoBaHMM B CBA3WM C BbISBIIEHHON Y
6onbHOro nonuHeBponaTuen He OblNo 0BHapyXeHo Ka-
KOM-nnbo comatn4eckon NaTonorMm n MHbIX NPUYrH, KO-
TOpble MO Obl BbI3BaTb pa3BMTUE TAaKOrO HEBPOIOMU-
yeckoro 3aboneBaHus (B T.4. 9K30reHHbIE MHTOKCHKaLUN,
caxapHblii AnabeT n 6onesHu LWMTOBUOHON Xenesbl).

BmecTe ¢ Tem B becefie ¢ pooCcTBEHHUKAMKM yoanoch
YCTaHOBUTb, YTO yXXe B AEeTCTBE (eLle A0 NepeHeceHHon
TpaBMbl B 16 neT) okpyxatowme obpaliany BHUMaHNe
Ha ocoboe CTpoeHue CToMbl, OAHAKO AaHHOe 0b6CTos-
TENbCTBO POOUTENEN 1 camMoro naumeHTa HuKak He Gec-
noKomIo.

[Mpy oLEeHKe HEBPONOrM4ECKOro cTaTyca BbISBIEHbI
HapyLLeHMs YyBCTBUTENBHOCTU B BEPXHUX U HUKHUX KO-
HEYHOCTAX MO MONMMHEBPUTUYECKOMY TUMy B BMAE nep-
YaToK M HOCKOB, B TOM YMCrie paccTporcTea rnyGokown
YYBCTBMTENMbHOCTM B HOrax, YTO BMECTE C APYrMMU Mpu-
3HaKamMn CEHCUTMBHOW aTakcum obycrnoBuno 3aTpygHe-
HVe NepeaBWKEeHNs NauneHTa B TEMHOE BPEMS CyTOK.
O6Hapy>xeHbl NPU3HaKN OTHOCUTENbHO CUMMETPUYHOIO
aucTtanbHoro nepudepundeckoro TetTpanapesa, 6onblue
BbIP2XXEHHOrO B HOrax, C pasBUTMEM runopednekcum
C KOHEYHOCTEN BMMOTb [0 MCYE3HOBEHWSI axuimoBbIX
pedrneKkcoB, rMNOTPOMN MbILLL, AUCTanbHbIX OTAENO0B
KOHeYHoCcTen (KMCTen pyk, CTOM, roneHewn). 3ameTHa
AedopmMauns cTon. HapylieHus KoopavHauun u pas-
HOBECUSA MO XapakTepy COOTBETCTBOBANM CEHCUTUB-
HOW aTakcuu. [pyron HeBpOrorM4eckon cumnromMaTu-
Kn He obHapyxeHo. [laTtonormm BHYTPEHHMX OpraHoB,
BKI0HMAs aHOManmm nux pas3BuTus, He BbiSIBNIEHO.

Mpn nabopatopHom uccnenoBaHun ypoBeHb KOK
6bI1n B HOpMeE.

Ha BTOpOM 3Tane BbINOMHEHUA AMArHOCTUYECKOro
anroputMa npu ctumynsaumorHon HMI™ oTmMeyeHo cHu-
XEHWEe CKOPOCTM MPOBEAEHMS UMMNYNbCa MO MOTOPHbLIM
N CEHCOpHbIM HepBaM, a Takke 3Ha4YUTeNbHOE YMEHb-
WweHne amnnutyabl M-0TBETOB BMNOTb 4O MOSIHOMO OT-
cytctBusa ¢ Hor. CMW no cpegnHHOMy HepBy cnpasa
19,5 m/c, cnesa 20,9 m/c (Hopma CI1A 50 m/c).

Pesynbratel ctumynsaumorHo OHMIT nossonunu
cAenaTb BbIBOA O HanMyuu Mpu3HakoB rpyboro aemu-
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Puc. 1. Mpo6ana. MyxunHa 33 net. HacneacteeHHasi MOTOPHO-
ceHcopHas HeBponaTtus |A Tuna. Jedopmaumsa cton

€NVHN3MPYIOLLEro NMOpa)eHWsi MOTOPHBIX U CEHCOPHbIX
BOJIOKOH Nepudepnyecknx HEPBHbIX CTBOSIOB C SIBIEHU-
MU BTOPUYHON aKCOHONATUW.

Mpwn aHanu3e pogocrnoBHOM (pYC. 2) yCTaHOBMEHO,
410 y NpobaHaa ecTb pogHou 6part, y KOTOPOro poauscs
CbiH (06a 340pOoBbI, CO CMOB NaLMeHTa), y matepu npo-
6aHga umeertcs gedopmauus CTonbl B BUAE BbICOKOIO
CBOAA, OQHAKO HUKAaKMX APYrmx KNWHWYECKUX nposiBne-
HWIN HEPBHO-MbILLEYHOTO 3a060NeBaHNs Y KEHLLMHbI HET.
[aas no nuHum maTtepu (ee pogHon 6paT) UMEET KNHK-
Yyeckue NposiBneHusi 3aboneBaHnsi, aHanormyHble Tako-
BbIM Y npobaHaa. Mpu 3ToM CbiH 1 BHYK Asam npobaHaa
300pPOBbI.

Ha ocHoBaHMM aHanu3a KNMHWYECKUX AaHHbIX, PO-
pocnosHon n pesynstatoB AHMIT y naumeHTa guarHo-
CcTMpoBaHa gemuenuunsmpyrowas HMCH.

[ns TpeTbero gmarHocTuyeckoro atana obin cocTas-
fleH noLuaroBbI anroput™M: 1) nouck Hambonee yacTomn
npy HMCH | Tuna mytaumm — gynnukawum Ha XpoMOCo-
me 17p11.2-p12 (nokyc CMT IA), nockonbky Hanbonee
BEPOATHLIM MNPeACcTaBnAnCcs ayToOCOMHO-AOMUHAHTHbIV
TMN HacnegoBaHudA; 2) MOUCK MyTauuW, «OTBETCTBEH-
Hom» 3a HMCH IX Tuna, nockonbky, cornacHo poaoc-
NOBHOW, He uckno4vancs X-cuenneHHbii JOMUHAHTHbLIN
TMN HacnegoBaHus; 3) nouck Gonee pegkux MyTauun,
«OTBETCTBEHHbIX» 3@ HMCH | Tvna.

MpoBeneHO MoONeKynspHO-reHeTUYeckoe uccneno-
BaHune B nabopatopum OHK-gmuarHoctukn MIMHL, PAMH
(3aBegyrowun naboparopuenn — npodgeccop A.B. lNo-
nsikoB). B pesynsrate [JHK-aHanu3a y nauneHTa obHa-
py>xeHa Hanbonee vactasa npy HMCH | Tuna myTtauma —
Aynnukauus Ha xpomocome 17p11.2-p12 (nokyc HMCH
IA). OnarHo3 BepuduLMpoBaH, NPoBeAEHO MeauKo-re-
HeTUYeCcKoe KOHCYIbTMPOBaHME.

3akntoyeHmne. OCo6EHHOCTU JAHHOIO KIMHUYECKOTO
cnyyasi: OTCYTCTBUE NpPU3HaKoB 3aboneBaHusi y poau-
Tenen npobaHaa nNpu ayTOCOMHO-AOMWHAHTHOM Tune
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Puc. 2. PogocroBHas cemby ¢ HacnencTBEHHON MOTOPHO-CeHCopHOM HeBponatuei IA tuna: Il, 1956 r.p., Gonex, knnHn4eckas
KapTuHa cooTBeTCTBYeT 3abonesaHnio npobaHaa; I1,—1958 r.p., Bbicokuii ceog cTonbl; [1.—1 958' .p., 300pos.; lI —1960 r.p., ymep
OT UHdbapkTa muokapga 8 2011 r; 11.-1962 r.p., 3uopoa I} —1976 r.p., 3gopos; Il —1978 r.p., 30opos; lll, — npo6aHn 1980 r.p.;

\Y, —2012 r.p., 3uopos \Y —2003 rp., 3,qopoa

HacnegoBaHus; ObICTPO NporpeccupytoLlee Te4eHve 3a-
boneBaHus ¢ pasBuTueM gedopmauun CTOM U paHHeNn
WHBanNuansaunen naumeHTa.

lMprMeHeHre NpPoCTOro AUMarHOCTUYECKOrO anropuT-
Ma 0Kasarocb YCMneLUHbIM B AMArHOCTMKE HACNEACTBEH-
HOW nonnHenponaTum B ambynaTopHO-MONMMKIMHUYECKUX
ycrnoBusax cnycts 6onee 20 net or MomeHTa aebroTa
3aboneBaHusa. [lowaroBoe WCNONb30OBaHWE BHa4vane
KIMMHWYECKMX U FEHearnornyecknx, 3atem Hempodumano-
NIOrMYECKMX N MOMNEKYTNSIPHO-TEHETUYECKMX METOLO0B MUC-
cnegoBaHMs NMO3BONMIO OOCTOBEPHO AMArHOCTUPOBaTb
HMCH IA tuna.

Heobxoammo, Ha Haw B3rmsg, Wupe UHPOPMUPO-
BaTb MPaKTUYECKNX BPpayen, B TOM YNCIIE OKa3blBaKOLLNX
MEOMLMHCKYI0 MOMOLb B amBynaTtopHO-NONUKINHUYE-
CKWX YCMNOBUSAX, O AOCTYMHOCTU COBPEMEHHbIX CNOCOO0B
BepuUcrKauumn amarHosa peakmnx HacneacTBeHHbIX 3a6o-
neBaHW HEpPBHOW cucTembl. [1nsa yny4lleHnsa kavyectsa
N CBOEBPEMEHHOCTU MEAMLIMHCKOM MOMOLLM ANS Takmx
nauMeHToB LenecoobpasHa opraHusauus crneuvanuau-
POBaHHbIX KITMHUKO-AMArHOCTUYECKMX KabUHETOB.

KoHdnukT nHTepecoB He 3asiBnsieTcs.
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