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HEWPO®UBEPOMATO3 Y JETEW: AJITOPUTM OBCJIEJOBAHUSA

OwmonoBa V¥.T., XautO0aeBa H.T.
TalKeHTCKUN TOCYAapCTBEHHBIN MEIULIMHCKUN YHUBEPCUTET
Kadenpa: HeBposnoruuu, 1eTCKO HEBPOJIOTUU M MEAUIIMHCKON TeHETUKHU

BBenenue: HeitpodrOpomaTossl — rpyIina HaCIE€ICTBEHHBIX 3a00JIE€BaHUN C
ayTOCOMHO-IOMHUHAHTHBIM THIIOM HACJIEJOBAaHUsS W TOJHOW NEHETPAHTHOCTHIO.
OOmuM  KIMHUYECKUM  MPOSBIEHUEM  HEUpopuOpOMATO30B  SBISAETCS
(GbopMUpOBaHNE MHOKECTBEHHBIX OIYXOJ€Hl B TKAaHAX HEHPOIKTOIEPMAILHOTO
IpOUCXOXKIeHUs. B Hacrosiiee BpeMs rpynna oObeIuHAET TPU TUIIA HO30JOTHUH,
UMEIOLINX Pa3IMYHYyI0 T€HETUUECKYI0 pUpoay: Helipopudpomaros 1 tuna (HO1),
HelipoduOpomaros 2 Tuma u mBanHOMaTo3(1).

Heiipopuopomatos3 1 tunma (0ose3nr ¢on PekiaumHrxaysena) —
3a0o/ieBaHMe, HACleQyeMOe ayTOCOMHO-IOMHUHAHTHO,  XapaKTepuiyeleecs
MHOXKECTBEHHBIMH THUTMCHTHPOBAHHBIMU IIATHAMH Ha KOXKE IBETa «Kode C
MOJIOKOM», TIMTMEHTAllUed TI0 THUITy «BECHYIIEK» Ha KOXKHBIX CKJIaJKax
(JIeHTUTUHO3HBIMH TIATHAMH, KOTOPhIC BOZHUKAIOT B MECTaX, HE TOIBEPTAOIITIXCS
BO3/ICIICTBUIO COJIHIIA), 100pOKaYECTBEHHBIMU HOBOOOPA30BaHUSIMHU
(aeiipouOpomMamu, OMYXOJIIMH IEHTPAJIbHOW HEPBHOM CHUCTEMBI), KOCTHBIMH
aHOMAJIUSIMH, U3MEHEHUSIMU Pay>KHOM 000J104KH ri1a3a (y3enku Jluima) u memoro
psaaa apyrux cumntomoB (2). 3aboneBanue o0yciioBieHo myTtaruei rena NF1 Ha
JnuHHOM 11ede 17 xpomocomsl (17q11.2) u kogupyet cuHTe3 HelipopudpoMuHa.

Heiipodpudpomaro3 2 THma — ayTOCOMHO-JIOMUHAHTHOE HACJIEJACTBEHHOE
3a00seBaHueE, KOTOpOE  HacjlenyeTcss WM  BO3HHUKAET  CIOHTAaHHO,
XapakTepusyrolieecss 00pa3oBaHUEM  MHOXKECTBEHHBIX  JOOPOKAaue€CTBEHHBIX
OMyXO0JIe, MPEUMYIIECTBEHHO IIBAHHOM W MEHHHTHOM, JIOKAIM3YIOUIUXCS B
IEHTPAIBHON HEPBHOM CUCTEME U TI0 XO1y Niepudepruieckux HepBoB. 3a00IeBaHUE
obycioBiaeno mytanueid rena NF2 Ha qmuaHOM 1utede 22 xpomocombl (22012),
KOJUPYIOIIETO CUHTE3 Oellka MepJIuHa KOTOPBIM Ha KJIETOYHOM YPOBHE TOPMO3UT
OIyXOJICBBI POCT KJICTOYHBIX MeMOpaH(3).

IIIBanHOMAaTO3 — penkas ¢popma HelpohuOpoMaTos3a, XapaKTepU3yroIIasics
pa3BUTHEM MHOXKECTBEHHBIX IITBAHHOM (OITyXOJIM HEPBHBIX 000JIOYEK) B CIIMHHOM
MO3re¢ M Ha MepuPEepUYecKUX HEpBaX, HO HECOOTBETCTBYIOINAS KPHUTEPHUSIM
Helpopuopomatosa 2 tuma (4). 3abosaeBanue o0ycioBieHo myranuei rena LZTRI,
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SMARCBI1 — rene-cynmpeccope OmyxoJieBOTO pOCTa, KOTOPBIN JOKAIU3yeTCsl Ha
JUIMHHOM Tu1e4e 22 xpomocomsr (22011.23).

Aaropurm obcaenoBanms: Ilpy HanMuMKM KIMHUYECKUX NPU3HAKOB WM
OTSITOIIEHHOTO0 CEMEMHOr0 aHaMHe3a MalMEHT HAIPaBJIseTCsl K TEHETUKY, KOTOPHIH
YTOYHSIET JAMArHo3, MPOBOJUT T€HETUYECKOE TECTUpPOBaHUE (MO TMOKA3aHUSIM) U
dbopMHpyeT NepBUYHBIN TTaH 00CIeI0BaHUS.

Crnenyroum o0s3aTeIbHBIM 3TANIOM SIBJISIETCS OCMOTP Yy OTambMoJIora Jist
BBISIBJICHUSI y3€JKOB JIMIla, XOPHOMJAJIBHBIX AHOMAJIMK M OLEHKH COCTOSHMS
3pUTENbHBIX HEPBOB. [Ipy HEOOXOAMMOCTH MPOBOAUTCS ONTHYECKAs] KOTEPEHTHAs
tomorpapus (OKT) m MPT opOutr. IlapainenbHO NaMEHT MPOXOAMT
KOHCYJIBTALIMIO HEBPOJIOra, KOTOPBIM OLIEHUBAET HEBPOJOTHYECKHM CTaTyc,
KOTHUTHUBHOE Pa3BUTHE U MPU HeoOXoaumocTH HazHayaeT MPT rojgoBHoro mosra,
OCOOEHHO TpPH TOJIO3PEHUU HA ONTHUYECKYIO TJIMOMY WM JPYTrUe LEHTPAIbHBIE
nopaxenus. [Ipu Hanuuum nedopmanmii KOCTel, CKoIMO3a WK kajno0 Ha 60U B
KOHEYHOCTSIX, KypalHIO ITPOI0JIKAET OPTOIIE T, KOTOPBIA IPOBOAUT KIIMHUYECKYIO U
PEHTI€HOJIOTUYECKYI0 OLEHKY, a Ipu MOJO3PEHUMU Ha IICEBIOAPTPO3bl WA
ieKkcuopmMHubie HEMPOUOPOMBI B TIIyOMHE MSTKMX TKaHed — HazHavaeT MPT
NMO3BOHOYHMKA M ckenera. [Ipu BhISIBIEHMM OOBEMHBIX O0Opa30BaHUl WU
MPU3HAKOB MX POCTa MAalMEHTA JOMOJHUTENIBHO HAIpPABJISIOT K OHKOJIOTY WM
HEHPOXUPYPry ISl PELICHHs] BOIPOCca O OMONCUU, XUPYPTUUYECKOM JICUEHUH WU
JTUHAMUYECKOM HaOJtoiIeHnd. B cilydae KOTHUTHUBHBIX HapYIICHUM, TPYJHOCTEH B
00y4YEHUU UM COLIUATIBHO-TICUXO0JIOTMUYECKHUX MPOOJIEM, K BEIEHUIO TIOKITIOYAIOTCS
HEHPOIICUXO0JIOT, JIOTOIEel ¥ IcuxoJior. Eciu y nanueHTa BbIBIISIETCS apTeprabHas
TUNIEPTEeH3Us, MOA03PEHHE Ha (PEOXPOMOIMTOMY HIIM BPOKIEHHBIM OPOK Cepla,
MOAKIIOYAIOTCA KapIuOJIOT U 3HJIOKPUHOJIOT C MPOBEAECHUEM COOTBETCTBYIOIIHMX
oocnenoBanuii (Y3U nouek, nonmieporpadus cocynos, KT nagnouyeunukos). [Ipu
IUTAHUPOBAHUM OEPEMEHHOCTH WJIU POXKACHUM CIEIYIONIEro peOeHKa MPOBOAUTCS
KOHCYJIbTAIlMsI MEAUIIMHCKOTO T€HeTHKA, BKIII0Yasi pa300p pUCKOB U BO3MOXHOCTH
IPOBENCHHUS  NPEHATAIBHOM  JUArHOCTUKM  WIM  NPEUMILIAHTAlMOHHOTO
reneruueckoro tectupoBanus (I1I'T) mpu IKO.

BoiBoabl: Takum o6pazom, mapmipyT nanuerTa ¢ HO npeacrasiser coboit
3aMKHYTYIO CHCTEMY MYJbTUIUCIUIUIMHAPHOTO HAOIIONCHUS, TIE KaKIbIi
CIIELIMAJIMCT HE MPOCTO PELIAET CBOKO 3a]1a4y, HO U NIEPEAET Pe3yJIbTaThl KOJUIEraM
JUTst GOPMUPOBAHUS €IUHON CTpATErvy BEJACHUS MallUeHTa.
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