moJia ObLIO XY’Ke, YeM y MY>KUHH.

4. YV Bcex MalMEHTOB B paHHEM BOCCTaHOBUTENIbHOM mepuoae MU
BBISIBJICHBI JICTKME KOTHUTUBHBIC PACCTPOMCTBA.

5. XKeHuHbl  Jydmie — JEMOHCTPUPOBAIM  KaTerOpHAIbHOE
00001IEHNEe MPEIMETOB W BBINOJHAJIA TECT PUCOBAHUS YacOB, YEM
MY>KYHHBI.

6. Hecmotps Ha Gosiee HU3KOE (PYHKIIMOHAIBLHOE COCTOSTHUE MOCIIE
UHCYJIbTAa y OKCHIIMH, WX CTEMEHb BBIPAKCHHOCTH KOTHUTHUBHBIX

PacCCTPOMCTB MEHBIIIE, YEM Y MYKUYHUH.
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OCOBEHHOCTH UM TPYJHOCTHU PAHHEN JTUATHOCTUKHU
CUHAPOMA'HEYYBCTBUTEJIBHOCTH BOJIM Y PEBEHKA

Arpanosu1,0.B." %, Arpanosuu A.Q.', Xanaesa M.M.', JlooomaE.C.!

TRY3 CK\"Kpaesas oemckas knunuyeckas borvnuya" e. Cmasponons, Poccus
2CmaspononbcKutl 20Cy0apCmeeHHblll MeOUYUHCKUL YHUBepCcUumen,
2. Cmaspononw, Poccus

Bnepsoie cunapom Ob1 ontucad B 1963 rogy Bpadom A.G. Swanson
y 1nByx OpatbeB [11]. Ilozmnee, P.J. Dyck  Bwimenun 5 Tumnon
HACJICACTBEHHBIX CEHCOPHBIX W AaBTOHOMHBIX HEBPOMATUH, KOTOpPHIC
SBJISIFOTCS ~ TEHETHMYECKH W KIMHUYECKH TETePOTeHHOW  TpymNIoi
3a00JIeBaHU, CBA3AHHBIX ¢ CEHCOpHOU nuchynkmuen [5]. [Ipenmonaraort,
YTO FeHETUYECKUi nedekT, accormupoBanHbiil ¢ myTtanueil B rene NTRK1
(NEUROTROPHIC TYROSINE KINASE, RECEPTOR, TYPE 1),
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pacnojoxkeHHbld Ha xpomocome 1 (1g21-g22) koaupyer peuentop
TUPO3UHKUHA3bI | THUIA, KOTOPBIA UTPAET KIIOYEBYIO POJIb B PErYJISIIUU
HOIMIIEITUBHON 4YyBCTBUTEJIbHOCTH [2, 8, 9]. Hamuume aHruaposa
peann3yercsi OTCYTCTBUEM WHHEPBAIIMU ITPOTOKOB IMOTOBBIX XKeEINE3 [3, 6,
12]. Bcero Ha cerogHsimiHui JeHb onucaHo MeHee S50 ciydyaeB JaHHOTO
3a00J1eBaHUA.

Pa3BuTHEe KIMHUYECKOW KAPTHHBI CHUHAPOMA HEUYBCTBUTEIHHOCTHU
00JIM C aHTUJIPO30M PA3BUBAETCS, KAaK MPABUIIO, B TEPBBIM IO, JKU3HU
peOeHKa OTCYTCTBHEM OO0JICBOM YYBCTBUTEIBHOCTH NPU COXPAaHHOCTHU
BKYCOBOM M TaKTWJILHON YYyBCTBUTEIBHOCTH, AHTUJIPO30M HeIIOCTOSHHBIM
MOBBIIIEHUEM TEeMIEpaTypsl Tena. TemmepaTypa Hes pearupyer Ha
KAPOTIOHMKAIOIIME TpenapaThl. B KIMHMYECKOW KapThHE 3a00JieBaHUS
XapakTepHbl 3aJIepKKa TMCHUXHUYECKOTO Pa3BUTHUS «H. ayTOarpeccus.
OTAMYUTENIbHOW OCOOCHHOCTHIO HEBPOJOTHUECKOTO . cTaTyca SBISETCS
OTCYTCTBUE WJIM CHUXXEHHE KOpPHEAJIbHOIro pegiiekca .Ipu HOPMAIBHO
BBI3BIBAIOLIUXCS  OCTAlIbHBIX  pediiekcax. IJIeKTpoHerpomuorpadus
(OMI') He BBIBISCT MNPHU3HAKOB HAPYWICHUS MPOBOAUMOCTH MO
JBUTATEIIbHBIM BOJIOKHAM HEPBOB. Y. OOQJBHLIX MOMXET BBISBIISITHCS
MaToJOTHSI OPraHOB 3pEHUs] — SA3BBL POLOBHUIIBI, KEPATOKOHYC,paHHEE
BBITTAJICHUE 3yOOB, PEIUIUBUPYIOMUA OCTEOMHUEIIUT, AaCeNTHYECKUE
Hekpo3sl [1, 4, 7]. IIporHo3 npu, CUHIPOME HEUYBCTBUTEIBHOCTH OOJIM C
aQHTUPO30MHEOMaronpuaATHeId.  OTeyTcTBHE  0O0JEBBIX  pedIiekcoB
3HAQYUTEIHLHO TOBBIIIAET BEPOSTHOCTH TPaBM, PUCK IEperpeBaHuUs Teia
npu UHQPEKIUSIX,0CO0EHHO B TEYeHUE MEPBBIX Tpex JeT ku3uu [10].
BceneactBue HapymieHusi ‘pocta 3yOOB HMEET MECTO AUCHYHKIIMU
apTUKYJIAIIMOHHOTQ alapara, 1u3apTpuu, a YyBCTBUTEIbHBIC HAPYIIICHUS
00yCIaBJIMBaIOT CAMOMOBPEXKACHUS IECEH U MIEK.

Knuaugeckuit mpumep.

PeGetiok L., 4 mecsna, moctynui B MH(PEKIHMOHHOE OTACIICHHE C
XKajloO/ aMyHa TMOCTOSHHOE IOBBIINIEHHE Temneparypbl Tena a0 39C,
KOTOPBIE OTMEUAJIUCh C POXKICHUS, IPU ATOM CaMOUYYyBCTBHUE pPEOCHKA HE
crpamano. Y pebeHKa HHUKOT/a HE OTMEYajoch MOTOOTACIICHHUS.
Kapononmxkaronue npenapathl ObuUTH HEe 3P (HEKTUBHBI.

[Ipy MOCTYIJIEHUHM COCTOSIHME PAaCLEHUBAIOCh KaK TSKEJoe.
Peakunsi Ha oCMOTp Bsijlasg, HEAKTHBHAs, OTMEYAIACh BbIPAXKEHHAS
HEBPOJIOTMYECKAsT CUMIITOMATUKA: TOJOBY VAEPKUBAET HEYBEPEHHO,
B3IJIS7T HE (DUKCUPYET, HET ONMOPbl, Pu3nogorudeckue pedaeKchbl YaCTUIHO
HE BBI3BIBAIMCH. J[MarHo3 TpW TOCTYIJICHUM: JIMXOpajgka HE SICHOTO
reneza, BYU (IIMB). B mnpomecce oOcnenoBaHus  CyIIECTBEHHBIX
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M3MEHEHUH B KIIMHUYECKUX U OMOXMMUYECKUX aHalIM3aX KPOBU U MOYH, B
MHCTPYMEHTAIbHBIX UCCIEOBAHUSX TOJIOBHOTO MO3Ta, OPraHOB OPIOIIHOM
nosnocty, mouek, (OKI, OMI', V3U, penrrenorpadusi, KT u np.) He
BBIABJIEHO. MapKEpbl MHPEKIIMOHHBIX 3a00JI€BaHNUI (BUPYCHOTO I'eMaTUTa,
BUY, cudunuca, xiaMuauiHOW W MHUKOIUIa3MEHHOMW UWH(EKIIUN)
OTpHUIlaTEIbHBIC.

[lokazarenn  TPOBEACHHOTO  HWCCIEIOBAHUS  TI00aNbHOU| U
CTUMYJISIITUOHHON 3JIeKTpOHeHpoMuorpadguu ObUd B HOpME. B MoTOpHOI
chepe marojloruv HEe OTMedaloch. BkycoBas M TaKTWIbHas
YyBCTBUTEIBHOCTh ObLJIM COXPAHEHBI.

beio oOpaiieHo 0co00€ BHUMaHUE Ha TO, YTO HPHU HPOBEICHUU
UHBEKIIUN U JIPYyTUX METUIMHCKUX MaHUMYJISIIIUN peOEHOK HE pearupoBal
Ha 0O0Jb, YTO CHITPAJO PEIIAIONIYI0 POJb B IMOCTAaHOBKE, JaMAarHoza —
CUHIpPOMA HEUYYBCTBUTEIBHOCTH OO0JM C aHrufipo3oM. IlpoBeneHHBIN
mudepeHnanbHbIi  AMarHo3, MO3BOJWI HUCKJOYUTH HACJICICTBEHHBIC
CEHCOpPHbICE M ABTOHOMHBIE HEBPOIATHUH, 3a00JIEBAHUSIKTOACPMAIBHOTO
pocta, chunronununo3 PDadbpu, ceMmMeHyr \IU3aBTOHOMHUIO, CHHAPOM
Paitnmu-Jles w  BbICTaBUTH  JauarHo3, = CHHIPOM  BPOXKICHHOMN
HEYYBCTBUTEJILHOCTU OOJIM C aHTUJIPO3OM.

KatamuecTuueckoe HaOMIOIcHNE, peOcHKa B TCUCHHUE MTOCIEAYIOIINX
3-X JIeT TO3BOJWJIO TIOATBEPJNTH . TIOCTABICHHBI HAaMMU JIUATHO3:
oTMedanuch  AedexThl (QopMHUpOBAHMS 3yOOB, ACENTHUYECKUNA HEKPO3
JUCTAJIbHBIX OTJETOB MayiblieB w-AchopMalivsi HOTTe Ha PyKax W HOrax,
YTOJIIIIEHUE KOXKHU Ha JafoHsAX: BhipakeHHas 3aiep:KKa IMCUXOMOTOPHOTO
Pa3BUTUS COYETANACh € TUMEPMOTOPHBIM MOBEICHUEM M SMOLMOHAIBHOMN
HEYCTOMYMBOCTHIO, B 3,10/1a MaibunK HE TOBOPHT.

TakuM 00pa3omy’ Ha OCHOBAHWM JIAHHBIX aHAMHE3a U PE3YJbTATOB
MPOBEJICHHORO . KIWHUYECKOT0 U  J1a00paTOPHO-UHCTPYMEHTAIBHOTO
oOcnenoBaHus peOEHKY BIEPBbIE B BO3pacTe 4-X MeCsIeB ObLI BHICTABJICH
JIMArHQ3: » CHHJPOM  BpPOXKJICHHOM  HEUYBCTBUTEIBHOCTH OO  C
aHTHUAPO30M. OTO HauboJiee paHHUNA CPOK MOCTAHOBKU MPaBUIHLHOTO
AuarHo3a, W3 OINHCAHHBIX CIIy4a€B B M3YYEHHOM HaMU MHUPOBOU
JUTEpaType.

B HacTosiiiee Bpems emié He pa3paboTaHbl cielMUUYECKHUEe METO b
JICYCHUS CHHApPOMA BPOXKIECHHOW  HEUYBCTBUTEIBHOCTH 0o  C
auruapo3oM. OnHaKo, BO3MOXKHA JIOPOJIOBas JMArHOCTUKA 3TOM
MAaTOJOTUH C UCTIOJIBb30BAHUEM MOJIEKYJISIPHO-TEHETUYECKUX METOOB.
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