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Mockoscknin HUW neguaTtpun n AeTckom xmpyprum

ITpencTaBiieHHbI KIMHIYECKMIl CTydaii MTIOCTPUPYET TPYAHOCTh MOCTAHOBKH JAMATHO3a PEIKOro 3a00/eBaHis — CHHAPOMA He-

YYBCTBUTEJIbHOCTH 001 ¢ AHTUAPO30M.

Kurouesvie crosa: 0demu, cunopom HeuyecmeumenabHocmu 604u ¢ aH2UOPO30M, HACACOCMBEHHbIE CEHCOPHbIE U A8MOHOMHbIE He8POna-
muu, paKmop pocma Hepgos, peyenmop Heipompogu4ueckoli mupo3uHKUHAa3bl- 1.

The described clinical case illustrates how difficult to establish the diagnosis of the rare disease -the pain insensitivity syndrome with

anhidrosis.
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WHIPOM HEUYBCTBUTEIHLHOCTH OOJIM C aHTUAPO30OM
(congenital insensitivity to pain with anhidrosis,
CIPA), unu HacencTBEHHAs CEHCOpHasi U aBTOHOMHas
HeBponatus 4-ro tuna (MIM! Ne 256800) oTHocUTCS
K TPYIIIIe HACIEACTBEHHBIX CEHCOPHBIX M aBTOHOMHBIX
HeBpomaTuii. BriepBrle B JuTepaType DaHHBIA CHHII-
POM HEUYYBCTBUTEIHPHOCTH OOJIM ¢ aHTUIPO30M OITHCAIT
A. Swanson y nByx 6patbeB B 1963 1. [1]. P. Dyck [2]
BBIIEJIVJT 5 TUTIOB HACJIEICTBEHHBIX CEHCOPHBIX M aBTO-
HOMHBIX HEBPOTIATUI, KOTOPBIE SBIISTIOTCS TeHETUIECKU
U KJIWHUIECKH TETEePOTeHHON TpymIoi 3aboJeBaHMIA,
CBSI3aHHBIX ¢ CeHCOpHOU mucdyHkimeit. CHHIpOM He-
YYBCTBUTEIBHOCTH OOJIM C aHTUIAPO30OM HAaCIeIyeTCs
ayTOCOMHO-PELIECCUBHO [2—4], B POJIOCTOBHBIX MOXET
BCTpeyaThes criopanuuecku [5]. Becero onucano meHee
50 cnyyaeB naHHOTO 3a00JIeBaHUSI.
IMaTodusnonoruss cUHApPOMa HENOCTATOUYHO SICHA.

! Mendelian inheritance in man.

© Konnektue aBTopoe, 2009
Ros Vestn Perinatol Pediat 2009; 4:54-58

Anpec 1is koppecnonnenuu: CvupHoBa Mapuna OJieroBHa — K.M.H., CT.Hay4.
COTp. OTIAEJICHUSI AJUIEPrOJIOTMU U KIMHUYecKoi nMmyHosorun MHUU nenu-
aTPUM U IETCKOI XUPYpruu

[Moramosa Onbra HukosmaeBHa — Hay4.coTp.

BapsnamoB Eprenuii EBreHbeBMY — Hayy.coTp.

JleeBa TatbsiHa DeopoBHA — K.M.H., 3aB. OTIEJICHUEM AJUIEPTOJIOTUH U KITU-
HUYECKOI MIMMYHOJIOTUHT

Kanyctun Anekceit BraguMupoBuy — K.M.H., Bpay oTAeNeHUs hu3notepanuu
1 BOCCTAHOBWJIBHOTO JICYSHUSI

[Mammypa Anekcannp HukonaeBud — II.M.H., pyK. OTIEJICHUS aJUIePTOTIOTHH U
kIuHuyeckoit ummyHonorun MHUUW nenmarpuu u neTckoii Xupypruu
125412 Mockaa, yi1. Tanaomckas, 1. 2

(495)484-45-57; apampura@pedklin.ru

DKCNEePUMEHTATbHBIM MYTEM Yy OOJIbHBIX BbISIBJIEHO
OTCYTCTBME cuUCTeMbl ad@epeHTHbIX (YYBCTBUTEb-
HbIX) HEMPOHOB MEPBOrO MOpPsIIKA, KOTOPhIE SIBJSIOT-
Csl OTBETCTBEHHBIMU 32 OOJIEBYIO U TeMIIEpaTypHYIO
YyBCTBUTENLHOCTD [4]. TIpennonaraeTcsi, 4TO B OCHOBE
3a00JIeBaHUS JIEXKUT HATMYME TeHETUYECKU JeTePMUHU -
poBaHHOro Aedekra nuddepeHIMPOBKY U MUTPALIUU
HEPBHbIX 3JIEMEHTOB U3 HEPBHOTO IPeOHSI B pAHHEM OM-
opuoreHese [4, 6]. JlaHHBII TeHeTHYECKU HeeKT ac-
coluupoBaH ¢ myTtauueit B reHe NTRK1, koaupyloiieMm
OJIMH U3 pelenTopoB dhakTopa pocTa HEPBOB — pelieT-
Top Heilporpoduyeckoit TupodunkuHasbi-1 (NTR) [7].
YkazaHHbI# (hakTOp siBAsIETCS (haKTOPOM pPOCTa CUMMa-
TUYECKUX, XOJIUHEPIrUMYECKUX HEUPOHOB (B TOM YMCIIE
WHHEPBUPYIOIIMX MOTOBbIE XKEJIe3bl), a TAKXKE UYYBCTBU-
TeJbHbIX HEHPOHOB CIIMHHOMO3TOBbIX FAaHTJIMEB, PACIIO-
JIOXEHHBIX B 3aJJHUX KOpellkax cluHHoro mosra. Ha-
pylmieHue GyHKIMU pelentopa dakropa pocTa HEPBOB
MPUBOAUT K eheKTy MUETUHU3AIMU TTeprubepruyecKux
BOJIOKOH [8, 9]. B 6uonTaTax KoXu OOJbHBIX OINpese-
JIJeTcsl OTCYTCTBME WHHEPBAllMM MPOTOKOB MOTOBBIX
Xene3, TposIBisIolIeecs] HapyluleHUeM TOTOOTIese-
HUS, 4TO OOYCJIOBIIMBAET pa3BuTue aHruaposa [10, 11].
E. Rafel u coaBT. METOJOM 3JIEKTPOHHOH MUKPOCKOMUU
U3YyYUJIU KOXHYIO BETBb JIyYEBOIO HEpBa y MallMeHTa
C CUHIIPOMOM HEYYBCTBUTEIbHOCTH 00U U aHTUIPO30M
U BbISIBUJIM TIOJIHOE OTCYTCTBUE MUETIMHU3ALINU B adde-
PEHTHBIX BOJIOKHAX, KOTOPbIE SIBJISIIOTCS] COCTABJISIOIIM -
MM YYBCTBUTEJIBLHOTO U 0OJIEBOrO0 HEPBHO-pedIeKTOP-
Horo nytu [9]. B auTtepaType omnucaHbl ciyvyau, Koraa
B pe3yJibTaTe XpOMOCOMHOI mepecTtpoiiku reH NTRK]
CTAaHOBUTCSI OHKOT€HOM, YTO B UTOTE MOXET MPUBECTU

POCCUNCKWIA BECTHUK NMEPUHATOJIOMMN U NEANATPUU, 4, 2009




Cmuprosa M.O. u coaem. CUHOPOM HEYYBCTBUTENBHOCTM 60N C aHrMApPo30oM y peberka 6 net

K Pa3BUTUIO NAMWUISPHON KaplUUHOMBI IIUTOBUIHOM
xenessl [12].

Knunuyeckass kapTuHa CMHAPOMa HEYYBCTBUTENb-
HOCTU 0O0JIM C aHTUAPO30OM XapaKTepusyeTcs MaHUudec-
TaluMeld B MEpBbIM rox Xu3HU pedeHka. OCHOBHBIMU
CUMIITOMaMU SIBJISIIOTCSI OTCYTCTBUE 00JIEBO UyBCTBU-
TEJbHOCTU TPU COXPAHHOCTU BKYCOBOW M TaKTUJIbHOM
YYBCTBUTEJIbHOCTU, AHTUIPO3, MOCTOSHHOE TMOBbILIE-
HUE TeMMepaTypbl Teja, OTCYTCTBUE IMOTOOTIAEIECHUS,
3a/epKKa MCUXUYECKOro pa3BuTusl, ayroarpeccus. [1o-
TOOTIEJIEHUE OTCYTCTBYET HE TOJIbKO Ha (hOHE BBICOKOI
TeMIEepaTyphbl, a TAKXKE MPU pa3InyHbIX Mpobdax (JIeKT-
POCTUMYJISILIMSL, MUJIOKApIIMHOBAs poba). B pesynbraTe
OTCYTCTBUSI MOOTACJIEHUS] HApyIlIaeTCsl TEMI000OMEH ye-
pe3 KOXHbIe MOKPOBbI, YTO MPOSIBJSIETCSI MOCTOSTHHBIM
MOBBILIEHWEM TeMMepaTypbl Teja. KapornoHuxarouue
npenaparbl y 3TUX 00JIbHbIX HE3(DHEKTUBHbBI, U CHUXE-
HUE TeMIIepaTyphl TeJa MOXHO TO0OUTHCS TOJbKO HU3U-
YEeCKUMU METOIaMU OXJIaXKAEeHUSI.

YV G0JIbHBIX C JAHHBIM CUHAPOMOM OTMEYAIOTCS paH-
Hee BbllMaleHue 3y00B, PELUIMBUPYIOIIME OCTEOMMUE-
JIUTHI, aCENTUYECKUE HEKPO3bl, T€HE3 KOTOPBIX CBSI3aH
C HapyuieHueM TpopUKU B pe3ysibTaTe HEeAOCTATOYHOM
WHHEPBALUU IKTOJEPMATbHbBIX CTPYKTYD.

B OGonbluMHCTBE ciaydaeB HaOMogaeTcsl 3amepxkka
MCUXUYECKOTrO Pa3BUTHUSI, MATOreHe3 KOTOPOil B HACTO-
siiee BpeMsi He BbIsicHEH. OCOOEHHOCTbIO HEBPOJIOTU-
YeCKOro craTyca SIBJsIeTCSl OTCYTCTBUE WU CHUXEHME
KOpHeajbHOro pedJekca NMpu HOPMajbHO BbI3bIBAIO-
LIUXCST OCTANbHBIX pediiekcax. XapaKTepHO OTCYTCTBUE
00JIeBOl U CHUXEHUE TeMIIepaTypHOIl UYYBCTBUTEb-
HOCTU MPU COXPAHEHUM BKYCOBOW U TaKTUJbHOM. [1pu
9JIEKTpOMUOTrpauueckoM MCCIeTOBaHUM HapylleHU
HEPBHOI1 MPOBOAMMOCTU HE onpeaesseTcsi. Y 00JbHbIX
MOXKET BBISIBJISITHCSI MATOJOTUSI OPTAHOB 3PEHUST — SI3BBI
pOroBulibl, KepaToKoHyc [13, 14].

[IporHo3 npu cuHApPOME HEUYBCTBUTEIbHOCTU 00U
C aHTUIPO30M HeonHo3HauHbld. [Ipu meperpeBaHuu,
BUPYCHBIX UH(EKIUSIX TeMIepaTypa Teja O0JbHBIX MO-
KeT moBblaTbess 10 42—43°C. WmMerotrcst cBeneHus,
yT10 MOYTH 20% TMAaIIMEHTOB YMUPAIOT OT TUIICPTEPMUU
B TeUeHUe MepBbix 3 jieT Xu3Hu [15]. U3BecTHBI cityyau
JIETaJIbHBIX MCXOJOB MPU OCTPOBOCIAIUTEIbHBIX MPO-
lieccax, B TOM UMcie NPy anneHaInuTe, Tak Kak naiu-
€HTBl HE YyBCTBYIOT 00JIU, a MOBbILIEHUE TEMIIEPATYPhI
Tejla y HUX HeMHbOpMaTuBHO Jyist AuarHoctuku. Korna
00JIbHBIE MTOAPACTAIOT, UX XXU3Hb MMOCTOSIHHO MOJBEpra-
eTcs onacHocTu. OTcyTcTBUE 00JIeBBIX pedIeKCOB 3Ha-
YUTEJbHO MOBBILIAET BEpOSATHOCTh TpaBM. Kpome Toro,
nayeHTaM TPYAHO alanTUpOBaTbCs B OOILECTBE, YTO
CBSI3aHO C HapyllIeHWEM apTUKYJISILIMOHHOTO anmnapara u
(GyHKIIMM peun BCieaCTBUE OTCYTCTBUS 3y0oB. 1o aToii
K€ MPUYMHE HapyUIeHbl MPOLIECChl TepeXeBbIBAHUS
MUK, KaK CJIeJCTBUE, OTMEUYAETCs OTCTaBaHue B HU3U-
YeCKOM Pa3BUTUHU AETEH.

YuursiBast TOT GHakT, YTO CUHAPOM HEUYBCTBUTENb-

HOCTH OOJM ¢ aHTHIPO30M BCTPEYaeTCsS PEIKO, MBI
MpeICTaBIIsIeM UCTOPUIO 60JIe3HU peOeHKa, HaXOIUBIIIe-
rocsl B OTHEJICHUN aJUIePTOJIOTUU U KIIMHWYECKON M-
myHousioruu Mockosckoro HUM nenuarpum u geTckoi
XUPYPTUH.

Jesouxa Amunam 3. IOCTYNUJIa B KJIMHUKY B HOs10-
pe 2007 T. B Bo3pacTe 6 JIeT ¢ JKajo6aMU Ha MOCTOSTHHOE
MTOBBITIICHUE TeMIIepaTypsl Teaa no 38,0—38,6°C, BrIma-
JIeHue 3y0OB, 3alepKKy PEYeBOTO Pa3BUTHSI, BSUIOCTH,
¢1a60CTh, AMU30/IHI ITOTEPU CO3HAHUS.

W3 aHamm3a pomOCIIOBHON W3BECTHO, YTO y OOOWX
pomuTeseil OT MPeIbIAYIINX OPaKOB €CTh 3I0POBBIE TETH
(puc. 1). ¥ matepu 2, 3, 5, 6-1 6epeMEHHOCTH OT JaHHOTO
Opaka 3aKOHUYMJIMCH CaMOITPOU3BOJIBHBIMU BBIKUJIBIIIIA-
MU, 4-51 6epeMEHHOCTh — TIPEXKIeBPEeMEHHBIMUA POIAMH,
pebeHOK yMep Ha 3-u CYTKM ITOcjie poXaAeHUs (OTMeda-
Jiich opoku passutus). [Ipobana ot 7-i1 GepeMeHHOC-
TH, TIPOTEKaBIIleld Ha (poHE recTo3a MEepBOM MTOJIOBUHEI,
YIpO3HI TIpepbIBaHusA. Pombl 3, B CpOK, CTpeMUTEITBHEIC.

C Bo3pacTa 6 MeC pOIMTETN 3aMETHIA SITU30IBI 10~
BBIIIICHUSI TeMIiepaTypsl Teya no 38—38,6°C. B mocte-
IYIOIIEM THIIEPTEPMUsI COXPaHsUIach TIOCTOSIHHO, TIpU
5TOM CaMOYYBCTBHE peOeHKa HE CTpamajio U He OTMe-
JaJloCch M3MEHEHUI JTabopaTOpHBIX MoKasareneit. [1pu
CHUXXEHUU TemmepaTypbl Tesa Huxe 37°C y neBouku
TTOSIBIISUICSL BBIpaXKeHHBIN 03HO00. Ilocie corpeBaHus
pebeHKa M TMOBBILIEHMSI TeMmepatypbl A0 Gedpuib-
HBIX 3HAYCHWM CaMOYYBCTBHE MEBOYKU HOPMAJIU30-
BBIBaJIOCh. B Terutoe Bpems roma, BO BpeMsI BHPYCHBIX
WHOEKIWI W TIpU TIeperpeBaHUM TeMmIlepaTtypa Tela
pebeHka nosbimanack a0 40—42°C. Ha atom ¢doHe no-
SIBJISUTMCH CJTA00CTD, BSIOCTD, INIAKCUBOCTH. K CITOTh3y-
eMble XXKapOoTOHWXKAIOIINe TIperapaThl ObUTH Headhdek-
TUBHBI. CHUXKECHUS TeMIIepaTyphl YIaBajJoCh TOOUTHCS
TOJIEKO (DU3MIECKUMU METOJaMU OXJIaXICHUS. B cBs3n
C TIOJ03peHNEM Ha XPOHUYECKYI0 MHMEKINIO TeBOYKE
HEOTHOKPATHO MPOBOIMINCH KYPCHl aHTUOAKTEpHUATb-
HOI, IIPOTUBOBUPYCHON U UMMYHOCTUMYJIUPYIOIIEH Te-
pamnuu, KOTOphle He 0Ka3bIBAJIM HMKAKOTO BIMSHMS Ha
KIMHUYECKOE COCTOSTHUE. Y pebeHKa HUKOTIa He OTMe-
JaJI0Ch TTOTOONEICHUS, B TOM YKCJIC ¥ TIPU TIOBBIIICHUHT
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TeMIlepaTyphl TeJa.

C Bo3pacTa 5 MeC y IeBOUYKM CTaJIM MOSIBISITHCS MO-
JIOUHBIE 3yObl, KOTOpbIE 3aTeM B T€YEHUE HECKOJIbKUX
MECS1EB BbIAAalIv, YTO COMTPOBOXIATOCh TMHTMBUTOM.
INepuonnuecku ormevanoch nossiieHrne COD B KpoBU
1o 40 MM/4.

B Bo3pacte 3 jeT y 1€BOUKU pa3BUJICS PELUAUBUDPY-
O OCTEOMHUEIUT KOCTEH MPaBOil TOJIEHU U HUXKHEWN
yemoctd. B 3 roga 2 Mec BO BpeMsl MaHUIYJISILUM Ha
HUDXHEW 4YeIoCTU pebeHOK TepeHec WMHGpEKIIMOHHO-
TOKCUYECKUI IIIOK, TTO TTOBOJY YeT0 ObLJT TOCITUTAIU3U -
POBaH B OTAEJICHUE peaHUMallM1 1 UHTEHCUBHOM Tepa-
MMUU, TJIe B TEUCHUE 5 THEW MTPOBOIMIACH UCKYCCTBEHHASs
BeHTWISIMS JieTkuX. B 3,5 roma y n1eBoYKuM mpou3olies
ACeNTUYECKUI HEKPO3 MPaBOU MSITOYHOM KOCTH.

B panHem Bo3pacTe poauTen 3aMETUIIU, YTO J€BOU-
Ka He uyyBcTBOBaJ1a O60Jib. [Ipy oxxore HOrM He IUIaKania,
oTnupajia oOpaszoBaBluuecs: Bojabipu. [Ipu mepexe-
BBIBAHUM TUIIM MOCTOSIHHO MOBpeXaaia 3y0aMu sI3bIK
U BHYTPEHHIOK MOBepxHOCTh IeK. [Ipu mpoBeaeHuun
WHBEKIINI HEe TeMOHCTPHMpPOBaia HETaTUBHBIX PeaKIIU.
[TposiBisiia 4epThl ayTOArpeCCUBHOTO MOBEIEHUST — 00-
KychIBajia majblibl pyK. BKycoBast 1 TakTWIbHas 4yBCT-
BUTEJBHOCTD OblJIa COXpaHEeHa.

[Ipu nmocrtymnieHUU B OTACICHUE COCTOSIHME pebeH-
Ka Obulo cpenHeil Tsokectu. [Ipu ocMoTpe obpainanu
Ha ceb0sl BHUMaHWE acCUMMETpUs U Aedopmalvu Julia,
TUMEPTPUXO3 J10a, TUIIEPTEJIOPU3M TJia3, HeJOpa3BUTHE
BepXHEH M HUXKHEH 4YeloCTH, HaJlnuue AedeKToB ClIu-
3UCTOM si3bIKa U ek (puc. 2). Ha MoMeHT ocMoTpa y pe-
OeHKa 0CTaoCh TOJbKO 4 MOJIOUHBIX 3y6a. OTMeuanuch

Puc. 2. Avunar 3., 6 1et. CHHIPOM HEUYBCTBHTEILHOCTH 60/
C aHrUIpPo30M (00bSICHEHUS B TEKCTE).

HACJIE4ACTBEHHbIE BOJIE3SHU

pyOI1IOBBIe JAehopMalliid HOTTEBBIX (haJlaHT BEpPXHUX U
HUXXHUX KOHEYHOCTEN.

B xiMHMYecKOM aHalii3e KPOBU OTKJIOHEHUN OT
HOpPMBI He BbissBieHO: Hb 11,4 r/a, ap. 4,39+ 10", 1p.
313+10°,m.7,410°,11.1%,¢.57%,3.1%, mum. 37%, MOH.
4%, COD 6 MM/4. B OMOXMMUYECKOM aHaIM3¢ KPOBU
orpeesiach TUCIPOTEUHEMUSI: aTbOYMUHBI CIBOPOT-
ku — 48% (nipu HopMme 52—66%), o-rnobyauHbl — 14%
(ipu HOpMe 7—13%), Y-TmoOYMMHBL — 24% (TIpy HOpME
15—20%), a Takke yMepeHHOe CHUKEHUE YPOBHS HaT-
pust — 133,9 mmonb/n (ipu HopMme 135—147 mMmouib/7)
U TIOBbILIEeHUE YpoBHs ¢ochopa — 2,3 MMoJib/1 (Tipu
Hopme 1,3—,26 MMoJb/iT). B oblieM aHanu3e MOYM U
KOIPOJIOTUYECKOM aHaIU3€ U3MEHEHU I HE OTMEYaIOCh.

[Tpr UMMYHOJIOTHYECKOM HCCIIEIOBAHNHT CBIBOPOTKHI
KPOBM YCTaHOBJICHO CHIDKeHHUe ypoBHS IgM mo 0,6 r/n
(Hopma 1,9 r/71), ocTanbHbBIE TTOKA3aTeJIM CHIBOPOTOYHBIX
WMMYHOTJI00YJIMHOB COOTBETCTBOBAIM HOPME; YPOBEHb
LIUPKYJIUPYIOLIUX UMMYHHBIX KoMmILUiekcoB — 0,175 en.
(Hopma 110 0,110 en.). ITo mokaszareyisiM KJI€TOYHOTO UM-
MYHUTETa OTMEUaIoCh CHUXEHHE KOJMYeCTBa MapKe-
poB paHHe# aktuBanuu T-kinerok (CD3+ HLA-DR) no
1,2%, 32 (Hopma 3—14,0%, 50—700). OcraiabHble ma-
paMeTphl KJIETOYHOTO UMMYHHUTETa He OBUTA N3MEHEHHI.
IMokazarenu arouuTosa HAXOMAUJIUCH B TIpeeax BO3-
pacTHOM HOPMBI. MapKepbl ayTOMMMYHHBIX 3a00J1eBa-
Huii (LE-kieTku, aHTUHYKJIeapHblit pakTop, aHTUTENA
k JHK u Tuponepoxcunaze) u uHGEKIMOHHbBIX 3a00J1€e-
BaHU# (BUpycHoro renatuta, BUY-undexuuu, cudu-
Juca, XJaMUIAMAHON W MUKOIUIa3MeHHOU MHMeKIuii)
He OBLTN BBISIBJICHBI.

Ilpu ynbTPa3BYKOBOM UCCJIEAOBAHUU OPraHoOB
OpPIOLIHON TMOJIOCTU, MOYEK, IIUTOBUIHOMN Keae3bl ma-
TOJIOTUYECKUX UBMEHEHUI He oOHapyxeHo. Ha peHTre-
HOTpaMMe TPYIHOM KJIETKW BOCTIAJIMTEIHHBIX M3MEHE-
HUU HE OTMEYAJIOCH.

Ha DKIT BbIsiBIeHa yMepeHHasi CUHYCOBasi apuTMMUSI,
yacToTa CepACUYHbIX COKpallleHuii cocTaBisiia 89—102 B
MHUHYTY. OTMEUYeHO BEPTUKAIBHOE ITOJTOKEHUE SJIEKTPHU -
YyecKol ocu cepala, TpU3HaKu CUHAPOMA paHHEe! perno-
JIIpU3alMU XeJyA0UKOB. B nmojoxeHuu ctost — yvaiie-
Hue cuHycoBoro putMma 10 118—105 B MuHyTY.

Dxokapauorpadusi Mokasaja HaJluuyue MpoJarnca
MUTPAJIBHOTO KJIallaHa U AWJaTalyio JIEBOro XKeayaod-
ka (35,8 mm nipu HopMe 33 Mm). [lo maHHBIM MarHuT-
HO-pe30HAaHCHOI ToMorpaduu roJOBHOTO U CIIMHHOIO
MO3Ta, TMOPOKOB Pa3BUTUSA W JAPYTUX IMAaTOJOTHYECKUX
W3MeHeHUi He BbIsiBieHO. [1o pesynbraTam riobaibHOM
U CTUMYJISILIUOHHOM 3JIeKTpOoHelpoMuorpaduu npocie-
KUBajlach TCHACHITUS K CHUKCHUIO aMIUTMTYIbI TIOTEH-
LIMAJIOB ICHCTBUS YYBCTBUTEIHLHBIX BOJIOKOH, TTPH 3TOM
CKOPOCTb MPOBEACHUSI MO0 ITUM BOJIOKHAM ObLj1a B HOP-
Me. B MoTopHoi#t chepe maTosorum He OTMEYaoCh.

OTcyTCTBUE TOTOOTAENEHUS] ObLIO TMOATBEPXKIEHO
MOTOBOI MPOOOIt ¢ MUIOKAPITUHOM U 3JIEKTPOCTUMYJISI-
LUEH.
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CTOMaTOJIOTOM W YEJIOCTHO-JIMLIEBBIM  XUPYP-
roM Obula KOHCTaTUPOBAHA MHOXECTBEHHasl allOHTHUS,
a TakkKe MHOXECTBEHHbBII aJOHTOTEHHbI# OCTEOMUETIUT
B cTtaauu pemuccuu. Ha xommnbloTepHoii Tomorpaduu
yepera MoATBepKAeHa TMIOIIIa3usl BEpXHEl U HUXKHEN
YEJIIOCTEN.

IlcuxonoroM y pebGeHka Oblla IMArHOCTUPOBAHA
3a/epKKa TICUXUYECKOro pa3BUTMSI, CBsI3aHHasl C Ha-
pyllleHUMeM BceX peueBbix GyHKUUA. BBUay oTcyTcTBUS
y I€BOYKHU OOJIBIIMHCTBA 3y00B apTUKYJISIIUOHHbIN ar-
napar He ObLT cPOPMUPOBAH, U C pEOEHKOM ObLIIO TPY/I-
HO BCTYMUTb B KOHTAKT.

IIpu ycraHOBJEHUM AMArHo3a MOCJe UCKIIOUYEHUS
MOPOKOB Pa3BUTHUSI TOJJOBHOTO U CIMHHOTO MO3ra, BOC-
MaJIUTENbHBIX, UHOEKIIMOHHBIX U ayTOUMMYHHBIX 3200-
JIEBAHUM, TIPOSBIAIOIIUXCH TJIUTEIbHON JIMXOPAIKOM,
npoBoauics nuddepeHIMalbHblii JUarHo3 ¢ Hacleac-
TBEHHBIMU CEHCOPHBIMU M aBTOHOMHBIMM HEBpOMAaTH-
sIMU, HACJIeICTBEHHBIMU 3200JIEBAHUSIMU IKTOJEPMab-
HOro pocrta, cuHromunmuuodom Mdabpu, CUHAPOMOM
Jlemrta—Huxena.

HacnencTsennasi cencopHasi 1 aBTOHOMHAs HeBpona-
THA 1-r0 TMHA CBSI3aHA C MOPaKEHUEM 33JHETO KOpelika
HEPBHOIO TaHIIU U nepudepuuyeckux HepBoB. 3abo-
JieBaHWE HacJeayeTcss Mo ayTOCOMHO-IOMUHAHTHOMY
TUITY, XapaKTepU3yeTcsl TUCTaJbHOU MoTepeil YyBCTBU-
TEJIbHOCTU K 00JIU, TEMJI0BON YyBCTBUTEIbHOCTU. O1HA-
KO 0oJie3Hb MaHUdeCcTUPYET B 60Jiee cTaplieM Bo3pacTe,
COIIPOBOXKIAETCS ITOJHOM ITOTEpEN ciyxa M HaluyueM
TSIXKEJIbIX TPO(PUUECKUX $I3B, UTO HE ObLIO BBISIBICHO
y Hallei malueHTKU.

HacnencTsennasi ceHcopHasi M aBTOHOMHAsl HEBPO-
natus 3-ro TMna (cemeiiHash OU3aBTOHOMUS, CUHAPOM
Paiinu—/lest) oTauyaeTcsi ayTOCOMHO-PELIECCUBHBIM
tunom nepenauyu. [losaralor, 4To B ocHOBe 3abosieBa-
HUS JieXaT HapylleHusT OMOCHMHTe3a KaTexOoJaMUHOB,
TOMOBAaHWIMHOBOM W BaHWIWIMUHIAIBHON KUCJOT,
KOTOpbIE MPUBOAST K HENOPA3BUTUIO U TTPOTPECCUPYIO-
1IEH nereHepalud CEHCOPHOM U aBTOHOMHOM HEPBHOM
cuctembl. Cpenyd KJIMHUYECKUX TPOSIBIEHUN 00Jie3HU
— CHUXXEHUE WM OTCYTCTBUE OOJIEBOW U TeMIlepaTyp-
HOU 4yBCTBUTEJIbHOCTU, HapylleHWE IMOTOOTIAEIEHMUS,
SMU30IUYECKUE MOAbEMbI TEMIIEPATYPHI TeJIa, OTCTaBa-
HUE B YMCTBEHHOM pa3BUTUU (Y MOJOBUHBI OOJbHBIX).
OpHako 151 JaHHOTO 3200J1€BaHMsI, TOMUMO Mepeyrc-
JIEHHbIX, XapaKTepHbl Ipyrue MpU3HakKu — HapylleHue
KOOPJAMHALIMU, OTCYTCTBUE CJI€30T€UEHUS], OTCYTCTBUE
rpUOOBUIHBIX COCOYKOB Ha $I3bIKE, 3aTpYAHEHUE TJIO-
TaHWSsI, IPUCTYITbI PBOTHI, TUCHYHKIIUS XKEJTyT0UYHO-KU -
IIEYHOT0 TPaKTa, MOBTOPHbIE MTHEBMOHUU, YTO HE ObLIO
BBISIBJIEHO Y HAaOII0AaBLIENCSl HAMU IEBOUYKU.

HaciieacTBeHHYI0 CEHCOPHYI0 H ABTOHOMHYIO HEBPOIIA-
THIO 5-TO THNA XapaKTepU3yeT MoTepsi IITyOboKoil 6oseBoit
W HapyIlIeHWe TeMITepaTypHOI YyBCTBUTEIHLHOCTH. 3a00-
JieBaHWE MOXKET HACJIeIOBaThCS ayTOCOMHO-PEIeCCUBHO
W ayTOCOMHO-TOMUHAHTHO. [TallMeHTH UMEIOT HOPMaJTh-
HOE YMCTBEHHOE pa3BUTHE, HOPMaJbHBIC pedIICKCH.
Y HMX HeT MBIIICYHON aTpoUU U aTaKCUU, COXpaHeHa
BHOpaIMoHHas1, 6apo- U TaKTWIbHAs YYBCTBUTEIILHOCTb.
CHUXeHMe TIIyOOKOU 0O0JIeBOM YyBCTBUTEIBHOCTH TIPH-
BOIUT K pa3pyliieHuto cyctaBoB (cyctas Lllapko). OgHako
TpU 3TOM 3a00JIeBaHUM HE HApYyIICHO IOTOOTACICHHE,
OTCYTCTBYET THUTIEPTEPMMSI, YTO TTO3BOJIMIO WCKITIOUUTH
JaHHBI CUHIPOM Y HaIllel MallieHTKH.

Bropas rpymnma 3abojieBaHMI TIpencTaBieHa Ha-
CJICICTBCHHBIMUA ~ 3a00JIEBAHUSAMHU  3KTONECPMATBHOTO
pocTa, TPOSIBISIONIMMUCS OTCYTCTBHEM ITOTOOTIEIe-
HUSI, HapyIIeHUEM POCTa BOJIOC ¥ 3yO0B 1 HE COITPOBOXK-
JAIONIUMUCS  TTepUGepUIeCKUMHA  HEBPOJIOTUUSCKUMU
TIPOSIBIICHUSIMU.

Bonesnr ®abpu oTIMYaeT HaaW4YMe TaApPeCTe3Wi,
KOXHBIX aHTMOKEePAaTOM, TPAaH3UTOPHOU MPOTEUHYPUH,
KOTOpBIe He OBUTH BBISIBIICHBI Y IPOOAHIA.

Cunnpom Jlema—HuxeHa KIMHUYECKU XapaKTepu-
3yeTcs ayToarpeccueil, 9YTo0 UMeeT MECTO Yy IMaIlueHTOB
C CHHIPOMOM HEYYBCTBUTEJIBHOCTU OOJIM C aHTHIPO-
30M. OnHako cuHapom Jlema—HuxeHa otinyaercs Ha-
JYueM TunepypukemMun. Kpome Toro, mBa mocieaHuX
CUHIPOMAa UMEIOT X-CIIeTUICHHBIN TUIT HACIeAOBAHUS 1
TIPOSIBIISTIOTCS TOJIBKO Y JIMI] MY>KCKOTO TTOJIa.

TakuM o6pa3oM, Ha OCHOBAaHWU JaHHBIX aHaAMHe3a
W Pe3yAbTaTOB KIMHUYECKOTO OOCIeqOBaHUS PEOCHKY
OBLT TOCTaBJIeH IWAarHO3: CUHIPOM BPOXICHHOW He-
JYBCTBUTEIBHOCTH OOJTM C aHTUAPO30M. MOJIEKYJIIpHO-
TeHeTHYECKOoe HCClieoBaHNe, MpoBelecHHOe B Menu-
Ko-reHeTudyeckoM HayyHoM LieHTpe PAMH (ITonsikos
A.B.), ycranoBuJio B 3k30He 8 reHa NTRK1 (1q21—q22)
Hanmuaue mytauuu ¢.945 G>A (p.315 Trp>Stop) B romo-
3UTOTHOM COCTOSTHWH, YTO ITOATBEPAVIIO TUArHO3.

B 3akmoueHue ciemyeT MOAYEPKHYTH, YTO paHHEe
yCTaHOBJICHUE AMAarHO3a UMeeT OOJIbIIToe 3HaYCHUE TTPU
JaHHOM 3a00JIeBaHUH, TaK KaK TOCTOSTHHAS THIIEpTEp-
MW ¥ WICHOBPEIUTEIBCTBO HEMTOCPEACTBEHHO BIMSIOT
Ha TIpOorHO3 6oJie3HU. B HacTosIIee BpeMs erie He pas-
paboTaHbI cielpUIecKre METOIBI JICYCHUS CHHAPOMaA
BPOXICHHONW HEYYBCTBUTEIBHOCTH OONM C aHTHIPO-
3oM. OMHAKO BO3MOXHA JOPOIOBAsT TMATHOCTUKY 3TOM
MTaTOJIOTMM MOJIEKYISIPHO-TCHETUIECKUMHM METOITAMMU.
[TaneHTHl ¥ MX POOUTENIM HYKIAIOTCS B CTHICIIUATBHBIX
00yyaroImux IMporpaMMax JUid TpedoTBpAIICHUs CITy-
JalfHOTO TPaBMUPOBAHUS WJIM CaMOKaJledeHUs, 4TO B
WUTOTE TIOJIOXKHUTELHO BIUSIET Ha COCTOSTHUE ETEH.
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