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BBepeHme

Onmrencus — OfHO U3 Haubomee pacIpOCTPaHEHHBIX HEBPOIOTMYECKUX
3abo/eBaHMIT, MMelollee B OCHOBE CTOVKYIO IPepacIIONOKeHHOCTDh K BO3-
HYKHOBEHNIO 3MIIENITHYECKUX MPUCTYIIOB, IPUBOMSAIIYI0 K pasHOOOpas-
HBIM MeJVIKO-COIIMAIbHBIM IOCTIEICTBUSAM U CHIVDKEHUIO KadeCTBa KU3HIL
[IpucTyIB COMPOBOXKAAIOTCA PA3TMYHBIMYU MTATOIOTMYECKIMM [ABUATATENb-
HBIMU, YYBCTBUTE/IbHBIMMY, IICUXMYECKVMY, BETeTATUBHBIMY (heHOMEHaAM,
MHOT/Ia BBIK/TIOUEHVEM MU M3MeHeHueM co3HaHus. Kpome toro, KinHude-
CKasl KapTMHA SIWIENCUM MOXXET XapaKTepy30BaTbCsl TPEBOXKHO-ZEIIpec-
CMBHBIMM, KOTHUTUBHBIMM U ICUXWYECKMMIU HAPYLUICHMSAMY Pas3INdHON
CTeIleHM BBIPaXKEHHOCTH.

MHorre ¢opmbl papMaKOPe3UCTEHTHON SMUTIENICUIN UMEIOT TeHeTude-
CKYI0 IPUPOJY U 1eOI0TUPYIOT B IeTCKOM BO3pacTe.

B maHHOM moco6uy paccMOTpeHbl 0COOEHHOCTY TeHeTHYeCK) 00YCIoB-
JICHHBIX ¥ APYTUX crenududecknx (GOpM SINIENCUY, BCTPEYarOL[iXCs
B JIeTCKOM BO3pacTe.

Anunencun
npn XpOMOCOMHDbIX aHOMaNnnAax
CnHgpom [ayHa
Onpegenervie
Cungpom [layHa (cuH.: 607mesHb [layHa, TpucoMus IO Xpomocome 21;
aHr1. Down syndrome) — ¢opma reHOMHOI aTONOTUN, IIPU KOTOPOI BMe-
CTO HOPMA/IbHBIX JIBYX XPOMOCOM 21-JI mapbl MMeEETCs] TPM XPOMOCOMBI.
BcnepcTBre 9TOr0 KapMOTHUI IpefcTaBieH 47 XpoMOCOMaMy BMECTO HOP-
MasbHbIX 46. [IpefnodrurenbHee ynoTpeOnAaTh TepMUH «CMHAPOM JlayHar,
a He «0ome3Hb JlayHa».

VicToprnyeckas cnpaska

B 1866 r. anrnmuitckuit Bpad John Langdon Haydon Down B cBoeit pabore
«HabnrofeHns 0 9THUYECKON K1accu(PUKAIUY YMCTBEHHO OTCTAJIBIX JIO-
fieii» BIepBbIe Omucaa MOP(OIOTMYecKre XapaKTepUCTUKY JIofeil ¢ JaH-
HBIM CHHJPOMOM, KOTOPBIiL B 1965 I. 6611 Ha3BaH ero uMeHeM. J. Down ycra-
HOBIJL, YTO 9TOT CUHIPOM SIB/IETCA BPOXKAEHHBIM, HO OLIMOOYHO CBA3BIBAII
ero ¢ TyOepKyae3oM popuTeseil. VI3-3a HaMM4Ms AMMKAHTYCA y MALMEHTOB
J. Down 1cnonb3oBaa TePMUH «MOHTO/IOVUJBI», B CBA3Y C YeM YIOTpeOss-
IVl TEPMMH «MOHTO/IM3M». [To3aHee 13 aT4ecKux cooOpa>keHuI OT JAHHOTO
TePMIHA OTKA3a/1MCh.



Cesasp cuHpgpoMa JlayHa ¢ M3MeHeHMeM KOIM4YecTBa XPOMOCOM Oblla
BbIsiBJIEHA B 1959 1. dpaHIysckum reHeTukoM Jérome Jean Louis Marie
Lejeune.

Haunnas ¢ 2006 1. 21 mapTa oT™MedaeTcs feHb cuHgpoMa JlayHa (cormacHo
HOMepY J00aBOYHOI XPOMOCOMBI — 21 11 0011[eMy KOTMYeCTBY ee KOIuii — 3).

INMAEMNONOrnS

YacroTa poxxaenus aereii ¢ cungpomoM Jlayna (CII) - 1 va 800 nu 1000.
JJaHHBIV CUHIPOM BCTPEYAETCA BO BCEX ITHMYECKNX I'PYIINIAX 1 SKOHOMUYe-
CKMX KJIaccax.

C yBenm4eHneM BO3pacTa MaTepy YBeINUNBAETCA BEPOATHOCTD 3a4aTHsA
pebenka ¢ CII. B Bo3zpacte ot 20 1o 24 et BepOsATHOCTb cocTaBysieT 1:1562,
1o 30 et — 1 x 1000, ot 35 mo 39 net — 1 k 214, crapire 45 — 1 x 19. OT1oBCKMIt
BO3PAcCT cTaplle 42 jIeT TaK>Ke YBe/IMUMBaeT pUCK BOSHUKHOBEHU CUHAPO-
Ma [86, 87].

JTmonaroreHes

C]I pa3BuBaeTcsA y NalleHTOB ¢ TpucoMueii 21-11 XxpoMocoMbl. B 3aBucu-
MOCTM OT XapaKTepa XpOMOCOMHOJ MyTalii}l BBIIEIAIOT CIE€AYIOIINE BUIBI
6ornesHm.

1. Tlomnasa Tpucomusa xpomocombl 21. Hacrora BcTpeyaemoctn — 90-
95% cny4yaeB JaHHOTO 3ab07meBaHMsA. B JaHHOM cTy4ae B KaXKO0li K/IeTKe op-
raHU3Ma VIMeeTCA Iie/las JONOTHNUTeIbHasA XpoMocoMa. Ob1iee KOMIYeCTBO
ee Koruit — 3. to Hambornee TsKenas hopma 60ME3HM.

M3-3a HEpacXOXOeHNUsA XpOMOCOM BO BpeMs MeNo03a Y OFHOIO M3 pPO-
OuTernell BO3HMKAET raMera ¢ 24 xpomocomamu. Ilpm cnmsaHum c rperben
21-11 XpOMOCOMOII OT BTOPOTO POAUTENA IepefiaeTcs peOeHKY He OffHa, a iBe
XpoMocoMBI 21. 3urora y>ke M3HaYaIbHO colepXuT medexrt. [Ipn mampHei-
IIeM ee JIe/IeHNM BCe JJoUYepHue KJIeTKY OyAyT ITOX0XXM Ha Hee.

2. Mosanynasa ¢opma. Yactora BcTpeyaemoctu — 3-5%. Ilpu mosa-
M4HOI popMe 06e pOANUTETbCKIE TaMeThl UMEIT HOPMaTbHOE KOMNYEeCTBO
xpomocoM. ITocrte nx cnusAHuA 06pasyeTcss HOpMaabHAsA 3UTOTA C KAPUOTH-
nom 46,XX mnn 46,XY. B npouiecce feneHus 3Toi NepBOHAYAIbHON KJI€TKI
npyu HenpasyabHOM pacupenenenny JHK gacTs xneTok opranmsma popmu-
pyeTcs ¢ HOpMa/IbHbIM KapMOTHUIIOM, a 9acTb — ¢ kKapuoTtunom CJI. IIpornos
JTydlne, TaK KaK 370pOBble KJIETKM KOMIIEHCHPYIOT TeHeTIYeCKIl fedeKT.

3. Cemeiinbrit CJI (TpaHcnokanmuoHHas ¢opma). Yactora BcTpeua-
eMocTu — MeHee 2% cimydaeB. Iemas 21-1 xpomocoma nu6o ee GpparMeHT



HIpUKpenAeTcs (TpaHCIOUNPYeTCs) K KaKo-1100 M3 ayToOCOM U U Meii-
03e OTXOIMT BMeCTe C Heil BO BHOBb 0OpasoBaBuIyiocsa KiaeTky. Hambonee
YacTBIMM «00bEeKTaMM» TPAHCIOKALMK CIyXKAaT XpOMOCOMBI 14 u 15, 60-
7iee pegKy TPaHC/IOKAIMM Ha XpomMocoMmax 4, 5, 13 n 22. CnefoBaTenbHO,
Ha JAHHOJ XpPOMOCOME COZIeP>KUTCS OOMblle TeHeTHYecKoit nudpopmanun,
YeM JJO/DKHO OBITb B HOpMe. Y Hocutensa HeT cumntoMos CJI. Bce monossle
raMeThl, KOTOpble IPOU3BOJUT €ro OpraHU3M, COfiep>KaT JONOTHNUTEIbHbI
y4acTok xpomocombl 21. B mporjecce o6pasoBaHMsA 3UTOTHI TaKas raMeTa
MO>XKET BbI3BaTb MOSABJIEHNE JOIOTHUTENbHON 21-11 XpoMocoMbl. V3-3a aToit
aHOMaJINY, Iepeflalollelicss TOTOMCTBY, laHHasA ¢popMa 60Ie3HM Ha3bIBaeT-
Cs CEMEITHOIA.

4. YacTMyHasg TpUCOMMA XPOMOCOMBI 21. DTOT BapuaHT O0Je3HU
BCTpevaeTcs O4eHb penko. IIpy yacTMyHO TpucoMuy XpoMOCcoMBI 21 y ma-
IVIeHTa VIMEETCs He BCSA JOIOMHNUTENbHASA XPOMOCOMA, a JINIID ee PparMeHT
C KPUTUYECKMM y4acTKoM. Y pebenka passusaetcsa CJI B 6oree erkoit pop-
Me. CMH[IpOM He IlepefjaeTcs [0 HaC/IeICTBY.

KnnHWueckmne npossneHns
Ins manmentos ¢ CJI xapakTepHbI c/lefyiolyie BHELIHME TPU3HAKN:
o Opaxuiedanus (YKOPOYEHHBIIT Yepell ¢ IIOCKIM 3aTBITIKOM);
CKJIafiKa KOXKM Ha Illee Y HOBOPOXK/ICHHBIX;
KOPOTKas I IMpPOKas LIes;
IIOCKOE JINIIO0, Ha KOTOPOM C/1ab0 BBIAENMAIOTCA HOC, POT, HaJlOpOBHbIE
Ly
KOPOTKUII HOC;
I/TOCKAsI IIMPOKasl HEPEeHOCHLIA;
OTKPBITBII POT (B CBA3M C HU3KMM TOHYCOM MBIIII] 1 0OCOOBIM CTPOEHM-
eM HéDa);
roTuveckoe (apkoobpasHoe) HEOO;
60pO3aUIaThI SA3BIK;
3yOHBIe aHOMAJINN;
u3MeHeHHas popMa YUIHBIX PAKOBIH;
IV pOKas MOCajiKa I71as;
CY>KeHMe I/Ia3HOM IIe/IN;
cTpabusm (Kocormasue);
PasBUTHII SIMKAHTYC (CK/IaZKa KOXK) OKOJIO YIJIa I71a3a);
IUTMEHTHBIE IIAATHA 110 Kpalo pagyXku (maTHa bpyiduapna);
KaTapaKTa B BO3pacTe CTapiie 8 jeT;



* YKOpOU€HHbIe KOHEYHOCTY, He COOTBETCTBYIOIIVE BeMYNHE Tesla;

« 6paxumesodananrua (YKOpoueHue BCeX MablieB KUCTY 32 CYET Heflo-

PasBUTHSA CpefHUX (ataHr);

o KJIMHOZJAKTU/INA 5-TO Iablia (MICKpUB/IeHHas (OpMa MUSNHIIA);

« TIOTIepeYHasi TaIOHHAs CK/IaJKa (HaspIBaeMasi TaKXKe «00e3bsiHbel»);

o BbIpa>keHHbIE KOJKHbIE CK/Ia[IK! B IOKTEBOM CYCTaBe;

« nepopmanys TpyAHOI KIeTKM (KMIeBUIHAS MY BOPOHKOOOpa3Hasi).

IToMMMO 3TOrO MOTYT OTMEYaThCsA CAeYIoIINe IPU3HAKN:

o TUIIEPIIOJBIKHOCTD CYCTABOB;

o MbllIeYHas TUIIOTOHMUS;

e BPOXX/J€HHBIIT IIOPOK CEpALIa;

o SMMJIEITUYECKE IPUCTYIIb;

o CTEHO3 WU aTpe3N IBeHaILlaTUIIepCTHOM KUK

o BPOXX[J€HHBIII JIEITKO3;

* OTCTaBaHIE B YMCTBEHHOM Pa3BUTUML.

Onmiencusa pefKo paccMaTpUBAETCSA KaK OCHOBHOI kommoHeHT ClI.
ITpucTynsr HabmofatoTcs y 8-10% meTeit ¢ JTaHHBIM 3a00/TeBaHMEM.

VHpaHTHIPHBIE CHA3MBbl, MM CUHAPOM YacTa, — Hambojee YacThIi
cuagpoM snmnencun y gereit ¢ ClI. VHbaHTUIbHBIE cIIa3Mbl BCTpeda-
1o1ca y 0,6-13% gmeteit ¢ ClI, 9yTo cocrapnseT 4,5-47% IpUCTYIIOB y 3TUX
mereil. JIIOOOIBITHO, YTO JaHHBIE NMALMEHTHl MMEKIOT 3JIeKTPOIHIedano-
rpadudeckye XapaKTepUCTUKY «MAMONATIYECKOT0», a He «CTPYKTYPHOTO»
cuHzipoMa YacTa [13]. HecMOTps Ha OTCYTCTBME KOHCEHCYCa B OTHOIICHUN
TepaneBTUYECKOTO MOAXO0/a, He OBIIO 3aperMCTPUPOBAHO CYIIECTBEHHBIX
pasnmuumii MeXJy pasIMYHbIMU peXUMaMM B OTHOUIEHMM [JOCTVKEHUA
K/IMHIYECKON PeMUCCUM VIV HOPMAIU3alMM 9/1eKTPOodHIedamorpaMmbl
(93I). Io-Bupnmomy, y naunenTos ¢ CJI mydire KOHTPOMUPYIOTCA IpPHU-
CTYIIBI ITO CPABHEHMIO C APYTUMM MALMEeHTaMU CO CTPYKTYPHBIMM NH(DAH-
TUIbHBIMU crtasMamu. CuHApoM JlenHoKca — ['acTo TakKe MMeeT HEKOTO-
pble oTm4uTeNnbHbIe 0ocobeHHOCTH Y Aeteit ¢ ClI, Bkmodas 6ojee mo3gHee
HAa4yaj0 M BBICOKYIO 4YacTOTy pedIeKTOPHBIX IPUCTYHOB. Jpyrue TUIIBI
IPUCTYIIOB, BK/IOYasA POKaIbHbIE Y TeHEePaIN30BaHHbIE TOHMKO-K/IOHIYe-
CKMe, TOXe MOryT BcTpedarbcs y mereit ¢ ClI. CyujecTByeT BbICOKas 4a-
crora aHomamuit 93T y gereit ¢ ClI, maxke cpenu feTeil 6e3 sMUIENICHUN,
OJTHAKO He OBbIIO BBISABJICHO HUKAKMX MATTepHOB, crenuuyHeix ans ClI,
u 93T He koppenupyet ¢ ucxonoM. ITo ganubiM J. Smigielska-Kuzia u co-
aBT. (2009), 93T okasanach anomanbHO npu ClI B coueTaHNN € SMUIENCH-
eir B 100% cmyuaes [81].



[uarHocTtrka

IIpu npenaranbHol fuarHocTuke CJI mMpoBopATcA caenyolie UcCcaeno-
BaHUS:

* AHA/IN3 POJLOCIOBHOI;

o KAPUOTUIMPOBAHNE PORUTENE;

e YJIBTPa3BYKOBOE MCCIIEOBAHME IIJIONA;

o IICCTIEIOBaHVE CBIBOPOTOUYHBIX MapKepOB MaTepu (XOPMOHUYECKUIT TO-
HaJJOTPOIIMH Ye/loBeKa, IIa3MeHHBIN IPOTenH A, acTpuor, anbda-de-
TOIIPOTENH);

o nccnegoBanme [JHK 1roga.

ITony4yeHne reHeTMYECKOTO MaTepuana IUIOfA MOXKET OCYLIeCTBIATbCS
MHBa3UBHBIMU (KOPJOLIEHTE3, aMHUOLIEHTe3, OMOTICUSI XOPMOHA) U HeMHBa-
suBHbIMU (JJOT-TecT) MeTomaMu.

ITocne poxx/ieHNs pebeHKa BBIIIONHSETCS 3a00p ero KpoBU IJIsI IPOBefie-
HIA KapuoTUIMpoBaHus. Takke OCyIeCTB/IAIOTCA Y3KOHAIIPABIeHHbIE Me-
TOJIbI ICCTIETOBAHYS C LIe/IBI0 IPENOTBPALeH s paHHe CMepTH pebeHKa 13-
3a Cepbe3HbIX BPOXXAEHHDIX AaHOMA/INII Pa3BUTILA, YTO MO3BOJIAET YCTPAHNUTD
MHOTVe 3 HUX XMPYPIUYeCKMM IyTeM. DTO MPOAJIeBaeT KMU3Hb peOeHKa,
IaeT eMy BO3MOXKHOCTb Pa3BMBaTbhCA fasIblIle.

Jleuerve

B HacTos1ee BpeMs npejijlaraeMble METOJbI IEY€HU 1 XPOMOCOMHOI aHO-
MaJINy IPU3HAIOTCSA SKCIEPUMEHTAIbHBIMU U He MMEIOT JJOKa3aHHOW KJIN-
Hudeckoit ap¢pexruBHocTy. Ha mporskennn Bceit >xusHu 6onpHble ¢ C
JIOJDKHBI HAXOJUTHCS MO HAO/TIOIeHVIeM Pas/IMYHBIX CIIEIVIa/ICTOB B CBS3Y
C CONMYTCTBYIOIIMMM 3a00/IeBaHMSMY VI/IM TIOBBIIIEHHBIM PUCKOM UX pas-
BuTHA. [IpoBefieHne cuCTeMaTN4eCKOT0 MeJUIIVTHCKOTO ¥ NelarOrNYecKoro
conpoBoxpeHus gereit ¢ CJI mo3BosnsgeT fOOUTHCA YCIEX0B B UX PasBUTHUM,
colyanu3auyy ¥ IproOpeTeHNy MY TPYAOBBIX HaBBIKOB.

Hetu ¢ C]I v snnmenTuvecKuMy Cra3sMaMu, Kak mpaBuo, 6omee BOCIIPU-
MMYMBBI K JIE4eHNIO ¥ UMEIOT JIy4lllVie pe3y/IbTaThl, YeM JAeTH C INUeNTIde-
CKUMU CIIa3MaMM HEM3BECTHO aTnonoruu [50].

YacToTa OTBeTa Ha JiedYeHNUe alpeHOKOPTUKOTPOIHBIM I'OPMOHOM / KOp-
TUKOCTepougaMu Hanbosee Bbicoka (81%), TOrza Kak Jpyrue CXeMbl, BKIIIO-
4as BUrabaTpyH U MpoYVe aHTUIIPUCTYIIHbIe MeJUKaMeHTbI, IMEeIOT Oortee
Huskue nokasarenu orsera [50]. ITo maunbiM D. Daniels n coast. (2019),
y 81% manueHTOB, MOTYYaBIIMX ATPEHOKOPTUKOTPOIHBINI TOPMOH B Ka-
YyecTBe Haya/IbHOTO JIeYEHMUs, PeMMCCHsA HACTYIM/IAa B TedeHue 2 HeJesb,



y 94,1% — yepes 3 MecAna 110 CpaBHeHMIO ¢ 18,8% uepes 2 Hepenu n 35,3% 4ve-
pe3 3 MecsIa /i JPYTUX METOROB jIedeHus [29].

[porHos

IIpomomxurenbHocTh XM3HU dvenoBeka ¢ ClI cocrabnsger 40-45 et
Hanmndne snmnenTnyeckux IpUCTYIIOB YXYALIA€T IPOTHO3 Y JaHHBIX MallVeH-
T0B. CpeHAA IPOO/KUTETbHOCTD )KM3HY ITOCTIEIHMX 3aMeTHO MEHBIIIe, a Ypo-
BeHb MHTE/JIEKTYaIbHOTO Pa3BUTHA — HIDKe, 4eM y ApyTrux nanuenTos ¢ CJI.

JTrony ¢ CJ] MMeIoT IOBBIILEHHBII PUCK PasBUTIA SIMIEIICUI B TeUeHNe BCell
XKVM3HU, HO 0cOOeHHO nocte 40 jieT. YBenudeHye 9icia MalIeHTOB, JOXXIBAI0-
VX [0 MO3JIHETO CPeJHEr0 BO3pacTa B CBA3K C YIy4IIEHMEM MEIVIIHCKOTO
06CITy)XVBaHNUsA, IPUBOANUT K YBEIMYEHNIO PACIPOCTPAHEHHOCTHU SIVIJIEIICUN
B 9TOJ MONY/IANVN. TaKas sIIencys ¢ HO3MHUM HadajloM CBsI3aHa C Pa3BUTHU-
eM CUMIITOMATU4eCcKoil 60/1e3HN AJiblireiiMepa, KOTOpas SIB/ISETCSI OCHOBHO
comyTcTByromeii nmaronorueit y B3pocnbix ¢ CJI. bonee yem y 50% naumenTos
C JeMeHIVell pa3BMBAETCS AMIIETICHS, KOTOpast IMeeT CIelU(UIecKyIo KIn-
HUYECKYI0 KapTUHY B BUJIE TeHEPaTM30BAHHON MMOKIOHNYECKON SMMIETICUML.
OTa snmIencus, NolTy4rBIIas Ha3BaHUe MUOK/IOHNYECKOI SMMIENICUY C MO3[-
HyM HavasioM npu CJI (anr. late-onset myoclonic epilepsy in Down's syndrome,
LOMEDS), BauseT Ha Ka4ecTBO >KM3HM, MOXKET ObITh CBs3aHA C yXyJLUIeHNEM
KOTHUTVBHBIX ¥ (PYHKI[OHA/IBHBIX PE3y/IbTaTOB y IALEHTOB C JeMeHIVel
npu 607me3Hn AJTbLITeiMepa, a TAK)Ke OKa3bIBAET BIMsIHUE Ha CMEPTHOCTB [11].
IockonbKy oKnpaeMas IpOfO/DKUTENbHOCTD XKI3HY ManueHToB ¢ ClI 3amMeTHO
Bospocia, LOMEDS mMoxxeT BCcTpedaThcs yallle, 4eM 3TO IIPU3HAETCS B HACTOSA-
mjee BpeMms [59].

[Tpu manHoit matonoruu a¢dexTnBeH mpenapar neseTrpaneraMm [9, 75].

CuHppom DaBapaca

Onpepnenerve
CunpipoM OpnBapzaca (cuH.: Tpucomms 1o xpomocome 18; anrn. Edwards
syndrome) - ¢opma reHOMHOJI IIATONOTMY, IPU KOTOPOI MMEIOTCS MHO-
JKeCTBEHHbIe IOPOKM PasBUTUA ¥ BMECTO HOPMA/IbHBIX ABYX XPOMOCOM
18-11 mapbl MMeeTCsA TPU XPOMOCOMBI. BcnecTBue 3TOro KapmoTUIl Ipes-
cTaBjieH 47 XpOMOCOMaMM BMECTO HOPMaJ/IbHbIX 46.

VicTopurueckas crpaska
JJaHHBII CUH/IPOM MHOXK€CTBEHHBIX BPOXK/IEHHBIX IIOPOKOB Pa3BUTHA,
CBSI3aHHBIX C Ha/IM4MeM JIMIIHEN XPOMOCOMBI, OblI onucaH B 1960 r. 6pu-



TaHCKUM MequiinHCKuM renetukoM John H. Edwards. Ero nmepBonayanbHoe
OIMCaHVe HelIPAaBMU/IbHO [I0KA3a/I0 TPUCOMMUIO 17-11 XPOMOCOMBIL.

Anuaemmonora

Cunppom IpBappca (CI) BcTpedaeTcsa npumepHo y 1 u3 5000 xnBopo-
JKOEHHDbIX MJIAIEHIIEB, HO MHOTME IIOpa’k€HHbIE IIZIOABI HE NOXUBAIOT O
POXIOEHNA. Xotsa JKEHIIMHBI BCEX BO3PAaCTOB MOTYT UMETDb pe6eHKa C Tpu-
comueit 18, BepOsATHOCTD pOXZieHUs pebeHKa ¢ 9TUM 3aboeBaHMEM BO3-
pacraeT 10 Mepe B3POC/IeH NS >KeHIMHBL. [[/Is1 )KeHIMH cTapiie 45 1eT pucK
ponuTtb 60mpHOTO pebenka cocraysiet 0,7%. B3auMoCBs3b ¢ BO3pAcTOM Ma-
TepyU MeHee BBIPAXKeHa, 4eM B CTy4asiX TPUCOMUY XPOMOCOMEI 21 (cMHApOM
Hayna) u 13 (cungpowm Ilatay). laHHBI CMHPOM BCTpeYaeTcs BO BCEX 9T-
HMYECKUX IpyHIax M 3KOHOMMYECKNX KIaccax. HCBO‘-IKI/I c CoO POXIAOT-
caB3 pa3a 4qalge MaJIb4JKOB. BexmuBaHMe moce roga )KM3HU COCTaBIACT
okoj10 5-10%.

JTmonaroreHes

B 6onpmmHcTBe cmy4yaeB CO BO3HMKAET B pe3y/IbTaTe HATMYUS TPeX KO-
i XpOMOCOMBI 18 B Ka)k/[oil K/IeTKe OpraHM3Ma BMECTO OOBIYHBIX ABYX
KoIuii. JIONOTHUTEIbHBIN T€eHETUYECKUIA MaTepyajl HapylIaeT HOpMabHBbIN
XOJl pPa3BUTH A, BBI3bIBAsI XapaKTepHble 0COOEHHOCTY HaHHOTO 3a00/IeBaHMSL.
bonpmmaCTBO cy4yaeB TpucoMuu 18 He HacnenyrTCA, a BO3HMKAIOT KaK
cy4ariHble COOBITUA BO BpeMs 00pa3oBaHMSA ANIEKIeTOK M CIepMaTo30-
npos. Oumnbka B Je/leHUy K/IeTOK, Ha3blBaeMasl Hepa3pbIBHOCTBIO, IIPUBO-
JIUT K TOMY, 9YTO PENPOAYKTUBHAA KJIE€TKAa MMeeT aHOMA/IbHOE KONMYECTBO
xpomocoM. Hampumep, AiekneTKa Man CIepMaTO30MUJ, MOTYT IIONTY4YUTh
TOIOJTHUTENbHYI0 KOINIO XPOMOCOMBI 18. Ecnm ofHa M3 3TMX aTMIMYHBIX
PenpONyKTUBHBIX K/I€TOK BHOCUT CBOJI BK/IaJli B TEHETUYECKUII COCTaB pe-
6eHKa, y Hero OyfieT JOIIOTHUTE/IbHAsA XPOMOCcoMa 18 B KaXk/[0il 13 KJIETOK
opraHmsma.

IIpumepno 5% nropeit ¢ Tpucomueln 18 NMET NOIMOTHUTENbHYIO KOO
XpOMOCOMBI 18 TO/IbKO B HEKOTOPBIX KJIeTKaX OpraHyusMa. TO COCTOSIHUE
Ha3bIBaeTCsl MO3aM4HOI Tpucommeir 18. TsKecTb MO3aM4HON TPUCOMUMU
18 3aBMCUT OT THIIA ¥ KOMYECTBA KJIETOK, MUMEIOLUX JOTIOMTHUTEIbHYIO XPO-
Mocomy. PazButue mrofieit ¢ 9Toi GOpMOIt TPUCOMMM MOXKET BapbUPOBATHCS
OT HOPMAJIbHOTO [I0 HAaIM4uA IPyOBIX M3MeHeHuil. Mo3anyHas TpUCOMMA
18 Tak>xe He HacmenyeTcs. OHa BO3HMKAET KaK CIy4aiiHoe cOObITUE BO Bpe-
M JieJIeHV sl KJIeTOK Ha paHHMX CTaJMAX 9MOPMOHATBHOTO pa3BuTus. B pe-



3y/IbTaTe HeKOTOpPbIe KJIETKY OpraHM3Ma UMEIOT OObIYHBIE /IBe KOIIMY XPOMO-
coMbl 18, a ipyTue K/IeTKM MMEIOT TPY KOIIMMU 3TOJ XPOMOCOMBI.

OdeHb peiKO 4aCTh AJIMHHOTO (q) IIe4a XPOMOCOMBI 18 mpuKpenser-
cs (TpaHCIoLMpyeTCs) K APYTroil XpoMOcoMe BO BpeMst (GOpMUPOBaHNUS pe-
IPOAYKTUBHBIX KJIETOK (AMIIEKTeTOK I CIIePMATO30MO0B) M/INM Ha PaHHUX
CTafuAX SMOPMOHATBHOTO Pa3BUTHA. Y HMOCTPafiaBIINX JIIOfiell eCTb JBe
KOIIMY XpPOMOCOMBI 18 I/II0C JOIOTHNUTENbHBIN MaTepual U3 XpOMOCOMbI
18, NpUKpEINIEeHHbIN K JPYroil XpoMocoMe. ITO — YaCTUIHAsA TPUCOMUSA
18. Eciiut TOMBKO YacThb q-IJIeya IPUCYTCTBYET B TPeX 9K3eMIUIApPax, Gpusn-
JecKue MPU3HAKM YaCTUIHON TPUCOMUM 18 MOT'YT OBITH MeHee BBIPasKeH-
HBIMU, 4eM Te, KOTOpble 00bIYHO HabmofaoTcs npu tpucomun 18. Ecmn
BCA q-BETBb IPUCYTCTBYET B TPeX KONMAX, MIO[JM MOTYT IIOCTPajaTh TaK Xe
Cepbe3HO, KaK ecyy OBl y HUX ObIJIO TPY MOTHBIX KOIIMY 9TOJ XPOMOCOMBI.

YactuyHasa TpucoMmuA 18 MOXKeT mepelaBaTbCcA 10 HACHECTBY.
HesaTpoHyTblil 4e/loOBEK MOXeT IIepeHOCUTD NePecTPOIKy I'eHeTUYeCKOTo
MaTepuaa MeXIy XpOMOCOMOI1 18 1 ApyTroil XpoMOCOMOIL. DTa MepecTpoil-
Ka HasbIBaeTcs cOaaHCHPOBAHHON TPaHC/IOKaIMell, IOTOMY YTO B XPOMO-
coMe 18 HeT JONOMHUTENIBHOTO MaTepuasna. HecMoTps Ha TO UTO y HUX HeET
IPU3HAKOB TpyucoMmM 18, moni, KOTopble IEPEHOCAT 3TOT THUII COaTaHCUPO-
BAaHHOJ TPAaHCIOKALVMY, MMEIOT IIOBBbIIIEHHDII PUCK POXKIEHMA feTell C 3TUM
3a00JIeBaHMEM.

doxkanbHble TpUCTyNnbl 1 QoKanbHble aHoManuu I3 MoryT Habmo-
[aTbhCS y MALMIEHTOB C JieIeluell /IMHHOTO IIeda XpoMocoMbl 18 (aHr. 18q
deletion syndrome, 18qDS). I'anoHeZOCTaTOYHOCTb T'€HOB, PAaCIIONOXKEH-
HBIX Ha JJINHHOM IlIede XpPOMOCOMBI 18, ¢ 607Ibliell BepOATHOCTDIO CBA3aHA
C 3MMJIENCKeEN], YeM TaIlJIOHeJOCTaTOYHOCTh T€HOB, PACIIONIOKEHHbIX Ha KO-
poTKOM 1teve [44].

KnnHunyeckne npoasneHmna
Iist manyentoB ¢ CO XapaKTepHbI CIeAYIOLye BHENIHE IPU3HAKN:
1. He6onbIuoit Bec HOBOPOXKAEHHOTO (BeC Te/la IpU POXEHUN COCTaB-
nset npuMepHo 2100-2200 r).
2. VIsmeHeHne GOpMBI TYIOBUILA:
o KOPOTKasi TPY/MHA;
o YMeHbIIIeHHbIe MeXXpebepHble IIPOMEXXYTKIA;
* I'PyZIHAA K/I€TKa I pe U KOpode HOPMa/TbHOIL.
3. VIsmenenne ¢popMbl yeperna:
o Bonuxoredanus — YIMHHBIA U Y3K1iT 4eper (eC/IY OTHOLIEeHVe IV PUHBI

10



Jyepella Ha YpPOBHe TeMEHHBIX KOCTell K JiIHe Yeperna (OT BBICTYIIA HaJ
IIepeHOCHIIel 1O 3aThITIOYHOro Oyrpa) MeHee 75%);

o MuKpouedanus.

4. VIsMeHeHMe HOPMBI YIIHBIX PAKOBMH:

e HI3KO PACIIONIO>KEHHbIE YIITHbIe PAKOBUHBL, BBITAHYTbHIE B TOPU3OHTA/Ib-

HOJ IIJIOCKOCTH;
e c71200 BBIP@>KEHBI WJIM OTCYTCTBYIOT BBIITYK/IOCTI XPAla, GOpMUPYIO-
I[Me YIIHYIO PAaKOBMHY;

¢ MOT'YT OTCYTCTBOBATb MOYKA M/IV KO3€TIOK;

e CY>KeH VIIM OTCYTCTBYeT CTTyXOBOJ IIPOXOJ,.

5. AHomanuu pa3BUTHs HEGA U BepXHeI I'yObI:

* IIOJTHOE M/IV YaCTVYHOE He3apallleHNe MATKOTO U TBepAoro Héba («BOy-

Ybd IACTH»);

« BBICOKOE (TOoTM4ecKoe) HEGO;

o IIOJIHOE VIV YaCTMYHOE He3apallleH1e BepXHeil I'yObl («3asg4ubs rydar).

6. AHOManuu pasBUTNA I7Ia3:

* MUKPO(TaTbMUS;

e Y3KIe U KOPOTKMe I/Ia3Hble LIe;

* KOCOIIa3Me.

7. Croma-KayajKa — IVIOCKO-Ba/lbrycHas jgedopmanns cromsl. Vimeercs
HeIIpaBUJIbHOE PACIIOIOXKEHYE TAPAHHOI, IIAATOYHO U JIaJbeBUIHON KOCTEIL.
[Tarounslit 6yrop BbiaeTcsi Hasaj. CBOJ CTONBI MOXET OTCYTCTBOBATb.
Croma n1ockas Wi gake BBIITYK/Iasd, YTO IIPUAALT el CXOICTBO C HOXKKaMU
Kpecya-Kadaniki.

8. AHOMa/bHas JIMHA MajblieB (YKOpOYeHMe ¥ yTOMIeHue OOJIbIIOTo
HaJIbIla CTOIIBI Y HOBOPOX/ICHHOTO).

9. VIameHeHMe GOPMBI HIDKHEI YeTI0CTH:

e MUKPOTHATKA (MUKPOTEHNS) — HeJOPa3BUTIE HIDKHeI YelmocTu (1mox-

0OpOJOK CUIBHO BTAHYT);

* 3230p MEXJY HYDKHEN U BepXHell 4e/TI0CTbI0 MOXKeT COCTAB/IATh Ooree

1 cm. Pe6eHOK He MOXET JIONITO Iep>KaTh POT 3aKPbIThIM, VICIIBITBIBAET
3aTpyHEHU TPV KOPMIICHN;

 MajIeHbKO€ POTOBOE OTBEPCTIIE;

* TIO3/]HEE pa3BNTIeE 3yOOB Y HENPABUIBHOE X PACHIONIOXKEHNE.

10. CunpakTmaus (CpalieHne MajblieB, Yalile MajblieB HOT).

11. AHOManuu pasBUTHUA TONOBBIX OPTaHOB:

* HeJJOpa3BUTIHeE TIOJIOBOTO YjIeHa Y Ma/Ib4MKOB;

o IUNIepTPOUA KINTOPA Y AEBOYEK;
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o rUnocnaaysA (QHOMaJIbHOE PACIIONIOXKeHVe MOYENCITYCKAaTe/IbHOTO KaHa-
J1a) y MaJIb4MKOB;

o KPUNITOPXM3M (OTCYTCTBME MUK B MOILIOHKE).

12. ®nexcopHOe MoNOKeHNe KUCTel (BCIef[CTBIE MOBBIIIEHHOTO TOHYCA
crubarerer) — 6O/IBIION asiel] ¥ MUSMHEL] IPUKPBIBAIOT OCTA/IbHbIE Ma/lb-
1[I, TPVKATHIE K TATOHU.

13. Jlepmarornududeckue NpusHaKu (AaHOMa/bHbIE Y30Pbl U CKIAJKM Ha
KOJKe JTafloHeN):

e IYTM Ha IOAYILIEYKAX IIa/blieB PAcHONATaloTCs ¢ OOJIblIell YacTOTON,

YeM Y 3[I0POBBIX JIIOZEN;

e OTCYTCTBYeT KOXKHas CK/IaJKa MeXJy HOTTEBON U CpefVHHON (amaH-

raMM I1aJIbIieB;

o Ha JIAIOHU MMeeTCs TmomnepeyHas 6oposna (06e3bsHbS MUHUS, TUHUS

CuMmnan).

Kpowme Toro, npu CO nopoku pa3BUTUsA HAOTIOHAIOTCA B CIEAYIOLINX Op-
raHax M CUCTEMAX:

e ONOPHO-ZIBUTATEIbHBIIT ammapaT (Me>XXIO3BOHKOBbIE I'PBIKM, KOCOJA-
MOCTb, BPOXK/IEHHBIIT BBIBUX Oefpa);

CepheYHO-COCYAUCTasI cucTeMa (HeapallieHue MeXXIIpeficepAHOI repe-

TOPOJKM, He3apallleHue MeXKXKeyHLOYKOBOI IeperopofiKy, CpalleHie

VI HeJOPas3BUTHE CTBOPOK K/IAllaHOB, KOAPKTAL[MsI A0PTHI, TPAHCIIO-

3UIVSI MaTMICTPAJIBHBIX COCY/0B, TeTpaja Pajio, aHOMaIbHBII JpeHaX

JIETOYHBIX BeH, IeKCTPOKApAM);

o HepBHas cuctemMa (Mukpouedanus, MEHMHTOMUeENOLENE, TURporeda-
nusi, anoManusi ApHonbzia — Kuapy, KucTsl apaXHOU/JaIbHOTO CIIIeTe-
HUsA, TUIOI/IA3M MO3XKeUKa U MO3OJIMCTOrO Tejla, CITIaKUBaHUe VN
arpo¢us MO3rOBBIX M3BUINH, aHOMA/IbHBII TOHYC MBbIIIL], IIPefpaco-
JIO)KEHHOCTb K CY[JOPOTaM M/IVM CIIAaCTMYECKMM COKPAIEeHMAM MBIIII,
OTCYTCTBME VIV HEHOPMajbHOE IPOsBJICHNE SMOLMNIL, 3HAYMTEIbHOE
OTCTaBaHVe B YMCTBEHHOM Pa3BUTUN);

o MMIIeBapUTeNIbHASA CUCTeMa ([UBEPTUKYT MeKKes, aTpes3ns NUIeBO-
Jia, aTpe3us MOAB3/IOUIHOI KUIIKU U aHyCa, aTpe3us >KeTUYHBIX IIyTell,
fnadparmMaabHble, IyIIOYHBIE U IAXOBbIE IPBIKY, TPAXEOINIIeBOJHbIE
CBULIY, IMIOPOCTEHO3);

» MOYEINOJIOBasA CUCTeMa (HapylleHue paboThI OYEK, aTpe3nst MOYeTOd-
HUKOB, IIOIKOBOOOpasHas IOYKa, I'UApoHedpo3, AMBEPTUKY/IBI MOYe-
BOTO ITy3BIPsI, TUIIOCTIAAVS ¥ KPUIITOPXU3M, ABYpOrasi MaTKa, BHYTPHU-
MaTO4YHas MepPeropoaKa u runepTpodus KIuTopa).
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Snulencus BCTpedaeTcsl y JaHHBIX IMALMEHTOB ¢ 4acToToi 25-65% [53,
94]. bonee 4eM y IMOMOBMHBI MALVEHTOB 3MM/ICNICUS Pa3BUBACTCA B TeUeHNe
HepBOTO TOfja >KM3HM, OHa MOXeT ObIThb (POKA/IbHO MV TeHepaln30BaH-
HOI1, BO3MO>XHBI MH(aHTUIbHbIE cIlasMbl. PoKaIbHbIe IPUCTYIIBI Yallle BCe-
ro OGbIBAIOT y /NI] C CUHAPOMOM Jieteninn 18q, B TO BpeMs KaK y NMaIeHTOB
¢ Tpucomueit 18 MMeroTcs Kak (pOKarbHbIe, TaK Y TeHepaTM30BaHHbIe TOHN-
KO-KJIOHMYeCKMe IPUCTYIIbI [94].

ITpu HeltpoBU3yaMu3aluy MO3roBble aHOMa/INY HabMIoaroTcA y 38% ma-
LIMEHTOB [94].

ITo ganupiM T. Kumada u coaBr. (2013), y 60jee 4eM HOMTOBMHBI JieTel
¢ CO u nmpucrynaMy snujiencusa BO3HMK/IA B MIaJIeHYECTBE WM paHHEM
fleTCTBe; MHQAHTUIbHbIE CIIA3Mbl CTYXKAaT OHUM U3 CaMbIX PacIpoCTpa-
HEHHBIX 3MU/IENITUYECKMX CUHIPOMOB; SIIM/IENICUS Pe3UCTeHTHA K JIeUeHUIO
B IIOJIOBUHE CTy4aeB, 0COOEHHO Y JeTeil C TeHepaI30BaHHBIMMI IIPUCTYTIA-
mu [53].

ITo pannbIM S. Matricardi n coast. (2016), 1-4 rpyma manueHTOB CO CTPYK-
TYPHBIMY IIOPOKaMM Pa3BUTHA FOJIOBHOTO MO3Ta MMeJIa 3HAUNTENTbHO Ooree
PaHHMIT BO3PACT HavyajIa MPUCTYHOB (2 Mecslja) 10 CPaBHEHNIO CO 2-i1 TPyI-
IOV C HOPMAJIBHOJ PaJMO/IOTYeCKOil KapTUHOI TOJIOBHOTO Mo3ra (21 me-
csry). CeMmonorus mpuUcTyIoB Obu1a 6osiee TsHKeNo B 1-11 rpyTine, B KOTOPOI
OTMEYEHO HECKOJIbKO TUIOB IIPUCTYIOB, HEOOXOAMMOCTb B NOTUTEPAIINU
(80% mamyenTos), MynbTHdoKaabHble aHOMamuy III' u 6onee Hebmarompu-
ATHBIN MCXOf, (IeKapCTBEHHO-YCTOuMBasA smmtencusa y 90% manyeHTos),
4yeM BO 2-J1 TpyIIe, B KOTOPOJ HAaOIOA/ICA OfMH TUII IIPUCTYIIOB, TeHepa-
JIM30BAHHBI WU (HOKANBHBIN, U Hecrenuduuecknit marrepH I3I; atu ma-
LME€HTHI YCIIENIHO JIEYN/INCh MOHOTEpanuell. Busyanmsanusa BolABMIA IINPO-
KU1 ¥ CJTIOXKHBIN CIIEKTP CTPYKTYPHBIX aHOMAa/INil TOJIOBHOTO MO3TIa, BK/II04as
HajM4ye ClaeK, IOPOKY pasBUTHUA MO3)KeUKa, aHOMaJINM KOPBI U pa3/INyHble
CTemeHM ee aTpouy. DNMIencus IpU MOTHON TpucoMmum 18 MoxkeT pas-
BUTbCA B TeUeHNe NIePBbIX MeCAIleB XKM3HU U IMETb CBA3b CO CTPYKTYPHbBIMHI
IIOPOKaMM PasBUTMA TOJIOBHOIO MO3Ta. Y MaLMEHTOB C IIOPOKAMU Pa3BUTHA
TOJIOBHOTO MO3Ta MOXKeT HaO/MI0aThCsA HECKOIBKO TUIOB IMPUCTYIIOB, YaCTO
YCTOMYMBBIX K TepalNy aHTUIIPUCTYITHBIMY MeinKaMeHTamu [57].

[uarHocTtrka
Iuarsoctuka CO BO3MOXXHA Ha C/IeyIOLINX 9Tallax:
e 1O MOMEHTA 3a4YaTuAd;
e BO BpeMs BHYTPUYTPOOHOTO pa3BUTIS;
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e I10CJI€ POXKIEHA.

JuazHocmuka 00 MomeHma 3a4amus
JMarsocTuka o MOMEHTA 3a4aTys IMeeT OTpaHMYeHHbIe BO3MOXKHOCTH,
TaK KaK CJIOKHO OOHAPY>XUTb Cpeyl MHOTUX K/IETOK O HY ieeKTHYIO II0/I0-
BYIO KJIeTKY C 24 XpoMocoMaMy. MO>KHO TOJIbKO Ha OCHOBAHMM HECKO/IbKUX
METOJJ0B IIPEAINOIOKNUTD MOBBIIICHHYIO BEPOSTHOCTb POXKAeHUs pebeHKa
C laHHOI naTonoruei. K rakum MeToflaM OTHOCATCA:

e CEeMEIIHBIl aHaMHe3 (Ha/lu4ye B POAY C/IydaeB TPUCOMUM (CHHIPOMBI
OnBappca, [layHa, [TaTay) oBBIIIaeT BEPOATHOCTD POXKAEHMS OOTBHOTO
pebenka);

 oOHapy>keHMe GaKTOPOB pucKa (OCHOBHBIMU (PaKTOPAaMU PUCKA CITYXKaT
6O0JIBIIOIT BO3pAcT MaTepH, IepeHeceHHble MHQEKIMOHHbIe 3a00/eBa-
HIIA, XpOHMYeCKue 00/Ie3H Y, BpeIHbIe IPUBBIYKM, PafiNaliyis);

e TEHETUYECKUII aHAIN3 POJUTEIIEN.

OpHako BCe 9TV MeTOJbI He IAI0T OJJHO3HAYHOTO OTBETA OTHOCUTE/ILHO

IPOTHO30B poXKAeHus pebenka c CO.

Juazrnocmuka 6o 6pems 6HYMpuympoOHo20 pazeumus
(npenamanvHas ouazHocmuxa)

To4HOCTH MeTOLOB, IPUMEHSAEMbIX B IIEPUOJ, BHYTPUYTPOOHOTO pasBu-
TV, 3HAYUTEIBHO BBIIIIE, TAK KaK VCCTIEfyeMbIM CyOCTPAaTOM SIBJISIOTCS He
pOIUTENN, a KaK CaM 3apOJbIIL, Tak U ero Kiaetku ¢ coocrBennsim JHK. Ha
[AaHHOM 3Talle MOXXHO IIOCTaBUTh OKOHYATe/IbHbIN AMATHO3, IPefYIPEeaUTD
pOAMTeNIel O HATVYMIU HATOJIOTUH, IpepBaTh OepeMeHHOCTb. Eciu ke >keH-
I[JHA PELINT POXKATh, MOXKHO 3apaHee MOJTOTOBUTHCS K OKa3aHUIO peOeHKY
HeO0OXOIIMOII IIOMOILI.

K 0cHOBHBIM MeTOfaM UCC/IEJOBAHNUS Ha JAHHOM 9Talle OTHOCSTCSL:

o ynpTpasBykoBoe nccnefosanne (Y3M). IIposopurcsa Tpyokasl (Ha 10—
14, 20-24 u 32-34-it Hemensx 6epemennoctu). [Ipn momo3pennn Ha
BPOXX/IEHHbIE AHOMa/NNM PasBUTHUSA MOXXeT IIPOBOAUTHCS BHEIJIAHOBO.
OTcraBaHue pasBUTHSA IUIOJA B pa3Mepax M Macce, 60/bIIoe Koymye-
CTBO OKOJIOIUTOJHBIX BOJI, BUAVIMbIE aHOMaMnu pa3Butus (Mukporeda-
nust, feopmManysi KOCTell) MOTYT CBUAETENbCTBOBATh O TEHETUIECKIX
3aboneBaHMAX, HO CO OKOHYATENBHO He MOATBEPXKIAIOT;
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e AMHIOLEHTE3 — HI/ITO}IOI‘I/I‘ICCKI/Iﬁ aHaIN3 OKOJIOIIZIOJHBIX BOM, B KOTO-
PBIX COIePKATCs KIETKM C TIOBEPXHOCTY KOXKI IIJIOfjA, CofeprKaliye 06-
pasuel ero JHK;

* KOpAOLIeHTe3 — Hanbonee MHPOPMATUBHBI METOJ, IIPEeHATaIbHOI iMa-
THOCTHUKIL: U3 COCYZIa, IPOXOJAIEro B IyIOBIHe, OepeTcs obpaser Kpo-
B 1jiona, KOTOPI)IIZ nccnenyeTca Ha IIpeaMeT HaIN4InA reHeTUIeCKIUX
aHOMaInIL,

o OMOTICU ST XOPYIOHA C IOC/IEYIOIMM I'eHeTYeCKIM UCCIeJOBaHMeM I10-
JTy4eHHOT'0 MaTepuara.

Huaznocmuka nocne posxcoeHus
IuarHoctuka C3 nocte poxxaeHus — Hauboee yerkas, ObICTpast U TOY-
Has. OnpepmensioTcsi BpOXKAeHHBbIe JedeKThl, OomyucaHHble Bbime. Ilocie
poxaeHNA pebeHKa OCYILIeCTBIAETCSA 3a00p ero KpoBM /A HpPOBEHEHNS
Kapuorunuposanus. OCHOBHas 3aja4ya JUATHOCTUKM 3aK/II09aeTCsA B OOHa-
PY>KeHMM aHOMAJIUii B PasBUTUU BHYTPEHHMX OPTaHOB, KOTOpbIE OOBIYHO
IPUBOAAT K CMEPTHU B IIepBbIe MeCALbI XKU3HIL.

Jleyexne

B Hacrosmee Bpemsa crenmpuyeckas TepamusA FAHHOTO 3ab0/eBaHUA
oTcyTcTByeT. HoBopoxxeHHble ¢ CO MCHBITBIBAIOT TPYJHOCTU C COCaHU-
eM, IJIOTaHVeM U JbIXaHMeM, 13-3a 4ero UM TpebyeTcsi 30HI0BOe IMUTAHUe
U I/IATeNbHAaA UCKYCCTBEHHas BeHTUIANNA NeTKux. Jleuenne geteit ¢ CO
CBOIMTCA K OKa3aHMIO CUMIITOMATMY€CKOM IIOMOUIY, HAIIPABJIEHHO Ha ITOJI-
fep>xaHue Gpuanonornuecknx GpyHKINIL, TpOAIeHNe KU3HY U YTy YIIeHNe ee
KayecTBa.

Onuencus ABnfgercs GapMaKOPE3UCTEHTHON y MOTOBMHBI JleTell, 0COo-
6eHHO ¢ Tpucommeit 18 u reHepanM3oBaHHBIMU NpucTymamn. HekoTopble
AHTUIIPUCTYIIHbIE MEJMKAMEHTBI, B YaCTHOCTY BaJIbIIPO€Basi KMC/IOTA U Kap-
6aMazenyH, IPOJIEeMOHCTPUPOBA/IN OIIpefie/IeHHYI0 9P PeKTUBHOCTD B Jlede-
HUY NIPYUCTYTIOB y marueHTos ¢ CI [94].

[porHo3
MHorne nanueHTsl ¢ CO yMUPaAIOT OO POXKAEHUA UIM B TedyeHUeE Iep-
Boro Mecsana xusuu. Ot 5 go 10% mereit ¢ aTuM 3aboeBaHMEM JOXXUBAIOT
1o 1 ropa. B mepBble MecsAIbI )KM3HM AETU OOBIYHO YMMUPAIOT OT OCTAHOBKY
ceppla WM ibIXaHuUs. BbIcOKas CMepTHOCTD CBsi3aHa ¢ OONBIINM KOMde-
CTBOM IIOPOKOB Pa3BUTHA BHYTPEHHUX OPraHoB. [leTu, JoXXKMBIIMe IO CTap-
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IIEr0 BO3PacTa, UMEIOT Cepbe3Hble MPOOIeMbI CO 3[JOPOBbEM U HYXKIAIOTCA
B IIOCTOAHHOM YXOfie, IIPOBEI€HUN CHIOXKHBIX XUPYPIUUYECKUX OIlepaliuii.
Y mereii ¢ monmHOM TpyucomMuen 18 MpaKTUYECKM HET IIAHCOB Ha HOPMaJIbHOE
TETCTBO WM JINTENbHYIO XM3Hb. IIpy 4acTM4YHON TPUCOMMUM MM MO3a-
M4YHOI popMe CMH/IpOMA IIPOTHO3 JIy4lile. AHOMAaNMUM pasBUTUA Npu 6oee
JeTKMX QopMax He BeflyT K OblcTpoil cMepTu. OTCTaBaHMe B YMCTBEHHOM
PasBUTUM MMeEeTCA Y BCeX MalMeHTOB. IIpu mOcTM KeHMM MOAPOCTKOBOTO
BO3pacTa II0JI0Bas 3Pe/IOCTb OOBIYHO He HAaCTYyTIaeT.

CnHAPOM KOMbLEBOW XPOMOCOMbI 20

Onpepnenerne
CuHzipoM KoybIleBol XxpoMocoMbl 20 (aHrI. ring chromosome 20, RC20) -
dbopmMa XpOMOCOMHOIT AHOMAJINU, TIPU KOTOPOIT HAOGTIOMAIOTCS STIUTEN T Y-
CKJe IIPUCTYIIbI, PACCTPOIICTBA IIOBEIEHN ¥ YMCTBEHHAsI OTCTAJIOCTh, 00Y-
CJ/IOBJIEHHbIE CIIVSIHMEM JIBYX IIed XpoMocoMbl 20 ¢ o6pa3oBaHMeM KOJIblie-
BOJI XPOMOCOMBL.

SNYAEMNONOTNS
PacnnpocTpaHeHHOCTDb CMHAPOMA KO/IbLIEBOJ XpOMOCOMBI 20 HEM3BECTHa.
B nureparype onucano 6omee 60 cinydaes.

JTmonaroreHes

KonbueBass xpomocoma o6pasyeTcst Nmpy CAMSHUYM KOHI[EBOTO y4acT-
Ka KOPOTKOTO IlJIe4Ya XPOMOCOMBI C KOHIJEBBIM Y4YaCTKOM JUIMHHOIO IIJIeYa.
O6pasoBaHme KOMbIa OOBIYHO He UACHTUPUIMPYETCA Yy POJUTENeli 1 mpo-
VICXOIUT de novo BO BpeMsA BHYTPUYTPOOHOTO pa3BUTHUA. XPOMOCOMHBIN
MaTepyal MOXeT TepPAThCS VI OCTaBaTbCS COXPAHHBIM B CyOTeIOMEPHOI
obmacty ogHOro WM o0OMX IJIed XPOMOCOMBI. Yallle BCero OH TepseTcs.
bonpmMHCTBO NMaLMEHTOB MMEIOT KOMbIO C YTPadeHHON TepMMHa/IbHO
vacTbio 20q (TepMuHanbHass MoHocoMmms 20q). emennss OKOHYaHMIT XPOMO-
coMbl 20 MOXXET IIPOMCXOAUTD U3ONMPOBAHHO Ha JJIMHHOM MM KOPOTKOM
IJIeYaX XPOMOCOMBI, @ TaK>Ke OffHOBpeMeHHO Ha obomx. Hambomee yacto
TOYKA paspbiBa HaXoxuTcsA B obmactu q13.33. JlaHHas TeoMepHasi 06/1acThb
BK/IIOYAET JiBa IeHa, KOTOpble CBA3aHbl C BOSHUMKHOBEHMEM ayTOCOMHO-/I0-
MUHAHTHOJ HOYHOI IOOHOJ SNMJIENICUY ¥ JOOPOKauYeCTBEHHBIX CeMeIHBIX
HEOHATabHbIX CYJJOPOL.

Bo Bpems MMUTO3a KOJIbLIeBasA CTPYKTYpa MOXeT OBITh ITOTepsAHA WA [y-
OnmpoBaHa. B cBA3Y ¢ 9TMM y NMALMEHTOB C KOJIbIIEBOV XPOMOCOMOII MMe-
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I0TCS MO3aMuHble KapMOTUIIBl: HOpMaJIbHbIe KJIETKMU; KJIeTKY C OJHOM HOp-
MaJIBHOVI XPOMOCOMOI ¥ OJJHOJ KOJIbLIEBOJ XPOMOCOMOII; KJIETKM C MOHOCO-
MOJ1 (IIOTepsIHHOE KOJIBII0); KIETKM C ABYMsI HOPMAaTbHBIMY XPOMOCOMaMN
U KOJIBLIEBOJ XpOMOCOMOIT (dacTuyHast Tpucomusi). COOTHOLIEHME KaXKIOi
KaTeropuu KJIeTOK CO BpeMeHeM MeHsIeTCsl.

CunraeTcs, 4TO Aeel st KOPOTKOro IIeya XpoMocoMbl 20 He TPUBOJUT
K SIIMJIENICUN,  ieIel Vs IUIMHHOTO II7Ieda ¢ Hell cBA3aHa. VI36bITOuHOE KOJIb-
110 MOYKET BBI3bIBATh MHOXKECTBEHHbIE AaHOMAJINY, HO He SNIUJIEIICHUIO.

[TporHoCcTMYeCKY G/IATONPUATHO TO, YTO HE BCE KIETKM COfiepKaT KOJIb-
LeByI0 xpomocoMy 20, TO eCTb nMeeTca Mo3aunusM. Tem He MeHee 3[J0po-
BbIe K/IETKV He MOTYT IIOJTHOCTBIO KOMIIEHCHPOBATh FeHeTUYeCKIIT AeeKT.
Boicokast cremeHb MosamMumusMma (Hamu4uue MOPaXeHHBbIX KIIETOK) CBs3aHa
c 6ojee paHHMM BO3PAacTOM Hayajla IPUCTYIIOB U HAIM4YMeM IIOPOKOB pas-
BUTHSAL.

Pacnio3HaloTcs Be pasnudHble GOpPMbI CMHAPOMA KOBLIEBOI XPOMOCO-
MBI 20: 607lee pacripocTpaHeHHas1 MO3aM4yHas U pefiKasi HeMo3an4dHas op-
Ma. B Mo3an4HbIX popMax He HabOMIOZAETCs yaIeHNUs TeHETUYeCKOTo MaTe-
puana. Jenenum ObUIM 3aperUCTPUPOBAHBI Y MAIIMEHTOB C HEMO3aMYHBIMMI
dbopmamu.

KnunHnyeckmne npossneHns

CuHIpPOM KO/IbLIEBOJ XpOMOCOMBI 20 XapaKTepu3yeTCs KOTHUTUBHBIMHI
U TIOBEIEHYECKMMU HaPYIIEHNAMMY, SIINUJIETICHEN, B PEKMX CTydasdX MaKpo-
tedanueit, aHOMaaUsMU MO3Ta, TTOYeK, Mopokamu cepaua [10, 28, 31, 35].

Knaccmnueckoit cuuTaercs ciepyomas tpuaga: pedpakrepHble 100HBIE
HPUCTYIIBI, PELUAVBUPYIOIINIT O€CCYLOPOXKHBIN SMMUIENTUYECKUIT CTATYC,
IapOKCU3MaJIbHbIE Pa3psfibl, JOMUHUPYIOLMe B TOOHBIX HO/AX [101].

SIBHBIX BHEIIHUX NPU3HAKOB MATOMIOTUM HeT. BO3MOXXHBI He3HAUUTE/Tb-
HBIT JYICMOpU3M, KOCOIIa3Ne, MMKPOTHATM, CKOLIEHHbIe KHI3Y I/Ia3Hble
Iie/y, aHOMauy yiueii. PasBuTue o Havyaaa IpUCTYIIOB OOBIYHO HOPMaslb-
HOe€.

Suutencus MoXeT [eOTUPOBATh B M1000e BpeMsi, HAYMHAS C [EPBBIX
OHEN >KM3HU 1o 18 net. Y GonplIMHCTBA HeTell OHa HAa4MHAETCA B nepBble
2-3 ropma xu3HN. Y pebeHKa Tak>Ke MOXKeT Hab/MofjaTbCsl HEKOTOpas 3afiepK-
Ka B PasBUTUY WIN YMEePeHHas HeCIOCOOHOCTD K 00yUYeHMIO 10 Havyasla 3Iu-
JIETICUL.

VImeroTcst pasnuyHble THIBL TPUCTYTIOB. Hanbosnee pacnpocTpaHeHHbIe —
KpaTKOBpeMeHHble (pOKa/lbHble MPUCTYIIBI ¢ HapylleHueM co3HaHuA. OHu
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OOBIYHO BO3HMKAIOT HOYBIO, ¥3-32 YeTO MOTYT ObITh CHayajIa He 3aMeYeHbI
POAUTENTAMMN.

Bo BpeMs NpHUCTYNOB y ManyeHTa MOIYT OBITb NPMCTAIbHbIN B3IJIAL,
Opa/ibHble aBTOMATM3MBbI, HEIPOM3BOJIbHBbIE [[BVKEHMS, HAIOMUHAIOIIVE
npoby>xaeHne (IOTATUBAHNS, PACTSKEHNSA, IIOBOPOTEI), IIOBOPOTLI TOJIOBHI,
CKOBAaHHOCTb, CKPy4YUBaHMe, MOAEPIUBaHUe OJ[HOV VN HECKOIbKUX KO-
HEYHOCTeVl, IIOBTOPSIOINECS ABVDKEHUA pTa My I1a3. JJaHHble IPUCTYIIBI
MOTYT TpaHCHOPMMPOBATHCA B FeHEPATN30BaHHbIE TOHNYECKIE VI TOHM-
KO-KJIOHMYecKue cyfoporu. Takyke MOTYT HaOIIO[aThCs IPUCTYIIBI, HATO-
MMHAIOIIVE aOCaHCHI.

[MTanuentsl ¢ RC20 0cO6eHHO CKIOHHBI K MM307aM 0eccyopO>KHOTO
3MIIENTUYECKOTO cTaTyca (aHII. non-convulsive status epilepticus, NCSE).
HenpepslBHYI0 aHOMa/lbHYIO 9JIEKTPUYECKYI0 AKTMBHOCTb MO3Ta IIpU
NCSE moxno yBupetb Ha I3I. NCSE yacTo nposAsideTcs Kak U3MeHeHue
B MOBEJEHNI: CIYTAHHOCTD, CTIOHOTEeYEeHNe, MYTU3M, HOJepTruBaHye KO-
HEYHOCTel U /INLA, M3MeHeHMe co3HaHusA. dnusonsl NCSE B HekoTOpBIX
CITydasiX MOTYT IINTbCA OT 30 MUHYT ;O HECKOJIbKMX HEN VJIN JlaXKe He-
Ienb.

bonee paHHee Haya/mo SMMIENICHM OTMEYAeTCsA Yy MALMeHTOB 6e3 Mo3an-
nusma [31].

HecMoTps Ha TO 4TO y MAI[MEHTOB Yallle BCero HaOMoAanTcs POKaTbHbIE
70OHbIe HMPUCTYIbI, HEMPOBM3YaIM3aLys He HAXOAUT MOPQOIOrMYecKUX
M3MeHeHNI! B TOOHBIX HO/IAX MO3Ta.

[narHocTtrka

JIarsHo3 OCHOBBIBAE€TCS Ha COBOKYIHOCTM KIMHUYECKUX IIPU3HAKOB,
a TaK>Xe ITOATBEPXKACHNY Ha/IN4M A KONIbLEBOM XpOMOCOMBI 20.

ITockonpKy reHeTMYECKOE UCCIIeIOBaHME He ABIAETCA PyTUHHBIM JJ1 11a-
IIVIEHTOB C SIIMJICTICKel], IPaBUIbHBIN JUATHO3 CPa3y CTaBUTCA pefKo [47].

AnoManus XpoMocoMbl 20 MO>KeT OBITb OTPaHMYEHHOI, IPUCYTCTBOBATD
He BO BCeX KJIETKAX, C/IeIOBATEIbHO, [/ IPABVIBHOTO BbIABICHUA MO3al-
1113Ma He0OXO MO IIPOBECTH MCCIejloBaHNe He MeHee 50 KyeTok. [TaneHTst
€ MO3anIHOI HOPMOIT He UMEIOT BHEIIHMX CTUTM JU39MOpIoTreHesa, 4To Be-
IeT K HeCBOEBPeMeHHOI AmarHoctuke. HanmpoTus, Hemo3an4uHble GOPMBI
MIMEIOT XapaKTepHble BHEIIHNE IIPOSIB/ICHM S, YTO CYXKUT IOBOAOM K Oosee
paHHeMY IreHeTN4YeCKOMY 00CIeJOBaHMIO.

OKOHYaTe/IbHBII AMAaTrHO3 MOXKET OBITh YCTAHOB/IEH TONBKO C IIOMOII[BIO
XPOMOCOMHOT'O KapUMOTUIIMPOBAHM S C MO3AaMYHBIM CKPYHIHTOM.
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[TokasaHmsAMYU [Isi HOJOOHOTO VCCTIENOBAHNUs CIYXKaT KOTHUTUBHBIE
HapyIIeHUsA, TPYAHOCTY B OOy4YeHUM Y NOBeJeHNM, GOKaIbHbIe MPUCTYIIbI
C HapylIeHMeM CO3HAHNUsA, YacTble ¥ TPYJHO KOHTPONMPYeMble IPUCTYIIbI,
9JacTble HOYHBbIe IpucTymsl, anuszoasl NCSE, papMmakopesncTeHTHas omu-
JIeTICU sl HEeM3BECTHON 3TUOIOTUY, TPU3HAKU cuHApoMa JlenHokca - Tacro,
xapaktepHble DII-mIaTTepHbI (rpybas MefIeHHas aKTUBHOCTDb B IEPENHUX
OTBeJICHNUSX, TIepPeMEXAIONAscs CHaikaMy M/MIKM OCTPbIMM BOTTHAMU, He-
npepbIBHAA sNMIenTNdOPMHas aKTUBHOCTD BO CHe (aHII. continuous spikes
and waves during slow sleep, CSWS; electrical status epilepticus in sleep,
ESES).

Iuddepenimanpayo AMarHOCTUKY HEOOXOAMMO IPOBOAUTD C CUHJPO-
mamu Jlennokca - Tacto u Jlangay-Knedduepa, mob6noit snnnencueir, ESES
JPYTOIl 3TUOIOTUIL.

Cunpgpom RC20 takke MOXeT OBITh OMIMOOYHO NPUHAT 32 AyTOCOM-
HO-JJOMMHAHTHYI0 HOUHYIO JJOOHYI0 ammIencuio (aHrI. autosomal dominant
nocturnal frontal lobe epilepsy, ADNFLE) - cemeiinyio ¢okanbHyI0 Smu-
JIETICUIO, BBI3BIBAIOIYI0 YacTble KpPaTKOBpeMEHHbIe IMIIepPKMHETUYeCKue
HOPUCTYTBI 1O HOYaM. Takme HPUCTYNBI OOBIYHO HAYMHAIOTCSA B [IETCTBE
¥ JIETKO KOHTPO/MMPYIOTCA KapbaMa3ennHoOM, B OT/IMYMe OT IIPUCTYIIOB IIpU
cunagpome RC20.

Jleyenne

B Hacrosmee BpeMs crenyuduyeckas Tepanus OTCYTCTByeT. JleueOHbIe
MepONpMATUS HAIIPaB/IeHbl Ha IOBBIIIEHNE KayeCcTBA >KM3HM IAIVEHTOB,
IpeXx/ie BCero — Ha 60pbOY C aNuIencueii.

IIpuctynsl, cBsg3anHbIe c cuHApoMoM RC20, TpynHO KOHTponMpoBaTh. Hu
OJIHO JIEKapCTBO He II0Ka3ajIo JOCTaTouHON a¢ddexTuBHOCTH. CyliecTByeT
He6Oo/IbIII0e KOMNYEeCTBO eUHIYHBIX CO00IeHnit 06 apdeKTMBHOCTU CTH-
MyAnuu 6myxaaolero Hepsa mpu RC20 [19].

NCSE Tak >xe Tpy[JHO IOAAAITCA Tepanuy. Bo3aMoXXHO eyeHne 6eH30-
AnasenyHamMy (k106a3aM, MUA30/1aM, iuasenaM) UIN CTePOUIHBIMY IIpe-
naparamiu (IpeHU30/I0H), Ha3HAYaeMbIMU B TeUeHVe HeCKOJIbKUX JHel MIn
Hepienb. K coxanennio, mocse oOTMeHBI JaHHBIX npenaparoB NCSE gacto pe-

LMIUBUPYET.
[MporHos

IIporuos, kak IpaBUIO, HEONIATONPUATHBIN, MOCKONbKY SIVJIEIICHS
pe3sUCTeHTHa K IIpelapaTaM U IePCUCTUPYeT BO B3POCIOM BO3pacCTe.
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KOrHUTUBHBIN CTaTyC MOXET «3aMOPO3UTBHCSA» C MOMEHTa JAeblTa 3mu-
JIeTICUM VIIM YXYAIIATbcA C TedeHMeM BpeMeHu. Penupusupytomuit NCSE
TaK JKe MOXXeT IPUBOJUTH K KOTHUTMBHOMY CHIDKeHUIo. IIpu cuHppome
RC20 4yem paHblile BeO0TUPYET AMNUTIEIICHU A, TEM XY>Ke OTHAIeHHbII IIPOTrHO3
[97]. OTHOCUTENBHO GOTIee OTATOIPUSTHBIN IPOTHO3 OTMEYAETCSI IIPU MO3a-
mnuHoM turne RC20.

Cungpowm lNpapepa - Bunnu
Onpepnenerve
Cunppom Ilpagmepa - Bummm (cMH.: CMHAPOM THMIOTOHMM/OXMPEHMNS,
aHr1. Prader-Willi syndrome) - ¢popma renoMHoOIT matonornm, mpyu KOTOpoit
MIMEIOTCA MHOYKeCTBEHHBIE IIOPOKY Pa3BUTUSA U OTCYTCTBYeT OTLIOBCKAs KO-
1A y9acTKa XpOMOCoMbI 15q11-13.

VcToprnueckas cnpaska
CuHApoM BIepBble omucany B 1956 r. mBelinapckue ydaeHsie A. Prader,
H. Willi u A. Labhart [67].
B 1965 r. OBl BBIABIEH CMHPOM AHTe/IbMaHa, IIpU KOTOPOM MYTalUN
B 9TOM JKe IeHeTn4YecKoM permoHe (15q11-13) 3arparmBaloT He OTI[OBCKYIO,
a MaTePUHCKYIO KO0 XPOMOCOMBI.

SONYAEMNONOTNS
Cunppom Ilpagepa - Bummnm (CIIB) BcTpewaerca mpumepno y 1 us
10000 - 25000 >xMBOPOX/IEHHBIX M/Ia/ieH1IeB. BONMbIIMHCTBO C1y4YaeB ABA-
I0TCA CIIOpaJMYecKMMU, ISl CeMeJHbIX C/Ty4aeB XapakTepHO HeMeH/e/eB-
CKoe HacjefjoBaHMe. [JaHHBII CMHAPOM BCTpeYaeTcA BO BCEX ITHMUUECKUX
IpyInax M 3KOHOMMYECKUX KJIaccax, ¢ OfIHAKOBOI YacTOTO y YKeHIIVNH
U MY>K4MH.

STmonaroreHes
XpoMOCOMHasl aHOMAJINsA BO3HMKAeT B MOMEHT OOMeHa pOIMTEeIbCKUX
TeHeTMYEeCKUX MaTepuasoB. B 3aBUCHMOCTM OT XapaKTepa XpOMOCOMHOI
MYTalMK BBIJIEIAIOTCS C/IeAyIOL e TPY BUJja IaTOMTOTUN:
o nenenusa (yTpaTta) ydactka 15q11-13 xpomocoMsl 15, yHac/mIeoBaHHOI
ot oTna (mpuMepHo 70% crydaes);
¢ OTCYTCTBME KOV XPOMOCOMBI 15 OTIja U AMCOMUS XPOMOCOM MaTepi.
O6e 15-e XpOMOCOMBI y TaljMieHTa SABIAITCA KONUAMU MaTepUHCKOTO
IpoucxoXxieHns (mpumepHo 20% caydaes);
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e HapyIIeH)e UMIIPYHTIHIA VWIN Haln4ue cOalaHCUPOBAHHON TPAHCIIO-
KalMy C TOYKON paspblBa BHYTpU ydacTka 15ql1-13. MetunuposaHue
OTIJOBCKOJ XpPOMOCOMBI Ha y4acTke ql1-13 (mpumepHo 5% ciydaes).

Te, y xoro marepmHckas msopuueHTpudeckas 15qll.2-ql3.1 gomonHu-
Te/IbHA sl XPOMOCOMA, KaK IIPaBIUJIO, CTPAZIAI0T 6ojiee Cepbe3HO, 4eM Te, Y KOTO
VMHTEePCTUIMAIbHAS NYIUIMKAINA [55].

Puck poxpenus crepymolero pebeHka Takxe ¢ cuHgpomoM Ilpagepa -
Bunny 3aBUCHT OT MeXaHM3Ma, BbI3BAaBIIETO TeHeTIYeCKUIl cOoit:

o PUCK MeHbllle 1%, ecru y mepBoro pebeHKa jieielus reHa MIn MapTeHo-

reHeTuveckas (OJHOPOAUTENbCKA) IUCOMUS;

* puck 0 50%, ecu c60Jl BBI3BaH MyTaIVel;

e PYICK J10 25% B C/Ty4ae TPaHC/IOKALMN POAUTETBCKIX XPOMOCOM.

OCHOBHBIM IIaTO/IOTMYECKUM MeXaHU3MOM, BBISBIBAIOIUM OXVpPEHUe
U 3aflepXKKy pOCTa, BBICTyIIaeT SHJOKPMHHasA pucperynaumsA. IlapgeHue
KOHI[EHTPAL[MY TOPMOHA POCTa ¥ IOJIOBBIX TOPMOHOB CIIOCOOCTBYET HAaKO-
IIeHNIo >kupa. [loBblIeHne YpoOBHSA MENTHIHOTO TOPMOHA Ipe/MHA CTU-
My/nmupyeT annetut. Heifporncuxmuyeckne pacCTpoOiCTBa CBA3AHBI C HU3KUM
ypoBHeM HelipoTpoduyeckoro (pakTopa roIOBHOTO MO3ra, Y4acTBYIOIIETO
B pasBUTUM, AuddepeHMPOBKe KIeTOK LIEHTPAaIbHOJ HEPBHON CUCTEMBI
U uX (YHKUMOHA/NIBHON aKTMBHOCTHU. [MIIONMUTMEHTAlMsA KOXU U BOJIOC
BBI3BaHA IIO[JaB/ICHHON (YHKI[Mell TUPO3MHA3bl B BOMIOCSAHBIX (OJIIMKYIAX
U MeJIaHOIIUTAX.

Cunppowm Ilpagepa — Bunnu u cuaipom AHrebMaHa MPefCTaBIAIT CO-
60711 1Ba KJIMTHMYECKY Pa3INYHbIX CMHAPOMA, KOTOPbIE BbI3BAHBI Ie(PUIIMTOM
9KCIIPECCUM TE€HOB OTIIOBCKMX MM MaT€PUHCKIX TOMOJIOTOB COOTBETCTBEH-
HO Ha xpoMocoMe 15q11-ql13. KnuHnyeckne u reHeTMYeCcKye reTepOoreHHOCT!
ABJIAIOTCA 00IMMU 11 000UX CUHIPOMOB, U B HACTOsIIee BPeMs OHM pac-
CMaTpPUBAIOTCS KaK POJCTBEHHBIE CUHIPOMBI T€HETNYEeCKOTO IMIIPUHTUHTA
[98]. ManHble 3a00/meBaHUs MPECTaBIEHbl OTYETTUBBIMYU KIVMHUIECKNMU
HPOSIBJIEHUSIMY B COOTBETCTBUM CO CIIeIMPIYeCKIIMY MOJIEKY/IAPHBIMU Jie-
¢dexTamy, 06yC/IOBIeHHBIMY T€HOMHBIM MMIIPMHTUHTOM [100].

KnuHnyeckmne npoasneHua
J 715 MaleHTOB XapaKTepHbI CIEeAYIOLIe IPU3HAKN:
1. VIsmenenmne nnopa:
e MaJias MOJABM>KHOCTD;
e HellpaBU/IbHOE IIpeJiIe’KaHue;
 HEJIOHOIIEHHOCTD ITPY POXK/IEHUI.
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2. ViameHenue GpOpMBbI Tena — HU3KUIL POCT.

3. VIsmeHeHMe TO/IOBbI:

e BBITAHYTBIN Yeperr;

o 6O/IBLIAS TEPEHOCHIIA;

BBICOKUII U Y3KUi 100;

MaJIEeHbKUII POT;

* y3KUe I'yObl;

o MIHJAJIEBU/IHbIE I71a33;

e HapyIlIeH)e IUTMEHTALMN Pafy>KKI;

* KOCOITIa311€;

e TyCTas CII0HA, HO B MaJIOM KONMNYECTBE;

* Kapuec 3y00B;

o TMHTUBUT;

* HI3KOE PACIIONIOXKEHME YIIEIL.

4. VIsMeHeHMe KOXXM U BOJIOC:

o TUIIONIUTMEHTAL VA KOX;

CBET/IbIE BOJIOCHI.

5. VI3MeHeHMe OIOPHO-[BUTATEIbHOTO alIapara:

AMCIITa31s Ta300eIPEHHBIX CYCTaBOB;

MaJIeHbKJe KMCTH Y CTOIIBI;

* CKOJINO3;

o IIOHJDKEHHAsA IJIOTHOCTD KOCTeIT;

o VI3/INIIHAA TUOKOCTD.

6. VIsMeHeHue HEpBHOV CUCTEMBI:

o noymarus (IaTonornyecKy MOBLILICHHDII allIeTNT);

e IIOBBILIEHHAS COHIMBOCTD;

o OBICTpast YTOM/ISIEMOCTD;

« OC/abyieHne COCaTe/IbHOTO I IJIOTATEIBHOTO Pe/IeKCOB Y MIIaIeHIa;

e 3a/lep>KKa IICMXNYECKOTO Pa3BUTHU A, OTCTaBaHMe B OCBOEHUM pedl, Ha-
BBIKOB 0O0111el I MeJIKOJI MOTOPUK;

* 3aMeJlJIeHHAas peyb;

* 00CeCCUBHO-KOMITY/IbCMBHBIE PACCTPONICTBA, Pe3KIie eperna bl HACTPO-
€HI A, aTPeCCUBHOE MTOBEJIEHNE B ITOJJPOCTKOBOM Bo3pacTe. Perynapubie
BCIIBIIIKY aIPecCyit, THeBa U ICTEPUKI CMEHSIOTCS [IPY>KeTI0OHOCTHIO;

e HEBPO3 HABA3UMBBIX COCTOSHMIA, Ta/TIOLMHALINMY, IeIPecCUM, NHOIa
BCTpeYaeTCs fepMaTUIOMaHNA — CAMPAHNe KOXKI Ha Tesle;

e ITIOHVDKEHHBIN MBIIIEYHbI TOHYC;

e CIIa3MBI MBIIIII;



e HapYLICHHAs KOOP[MHALNA [BV>KEHNI;

e CYJIOpOTH.

7. VIsMeHeHMe SHIOKPVUHHO CUCTEMBI:

o OXKUPEHNE;

e CHIDKEHHasA QYHKINA ITOJIOBBIX JKele3 (TMIOTOHAN3M);

o Oecruropue;

* TI03JJHEE IT0JI0OBOE CO3PEBAHIIE;

e TI03/JHEE HACTYIIJIEHJe MEHCTPYalLMii UV UX IOTHOE OTCYTCTBME.

8. V3MeHeHMe 110/I0BBIX OPTaHOB:

* HeJIOpa3BUTIE MIOIOBBIX T'y0;

e TUIIOIIJIA3M1 MOIIOHKI;

o MUKPOIICHIC;

o KPUIITOPXU3M.

[Tpy faHHOM CHHIPOME MOTYT OBITH SIVJIENICHUS Y HapKojencus [16].

ITo mauubiM T. Gilboa u V. Gross-Tsur (2013), anexTporpaduyeckue
HIpu3HaKM 1 (OKaIbHASA SMNUIENTU(POPMHAST AKTUBHOCTD IIPUCYTCTBOBAIN
y 5% nuiy ¢ CIIB u 6b1111 CBsI3aHBI ¢ MOJIOZIBIM BO3PAacTOM. Prck snmmencun
u pebpunbHbIX npuctynos npu CIIB sHaunTeNbHO HUXKeE, YeM IIPY CUHJ[PO-
Me AHrenbMaHa, ¥ CBSI3aH C aHOMa/IMAMM TOIOBHOTO Mo3ra [36].

ITo panupiM E. Takeshita u coast. (2013), Han6omee pacupoCTpaHEeHHBIM
tunoM npuctynos npu CIIB 6siu pebpunbable cygoporu (12%), snmencus
Habmofanacey y 6% namnueHTos [91].

ITo manubiM M. Vendrame u coaBT. (2010), peTpOCIIeKTUBHBIII aHAIN3
92 manuenTos ¢ CIIB BbraBun npucrynsl y 24 (26%). [IBaguars gBa U3 HUX
crpaganmm (oKaTbHOI SIUIETICUEN], ¥ TOZIBKO Y IBYX OblIa reHepaI30BaHHa A
snwtencusA. KoppenAluMoHHbIl aHa/MN3 ¢ TeHOTUIIOM IIOKAa3aJjl, 4TO Je/lelyn
Jallle BCTPeYasIlCh Y MALVIEHTOB C 3MMIeNcHeit, yeM 6e3 Hee. CMHIPOMBI S1IN-
JIeTicUM B OOTIBIINHCTBE CTy4aeB JIETKO MOAABA/INCh KOHTPOJIIO C TIOMOIIBIO
OIHOTO AHTUIPUCTYNHOro MepgukameHTa (AIIM). OTu pesynbraTnl cBUfe-
TENbCTBYIOT 0 TOM, 4yTo CIIB MoXeT ObITh (aKTOpPOM puCKa pasBUTHSA SIN-
JeTicuy, mpudeM Haubosnee 4acto — ¢oxanbHoiL Y maumentos ¢ CIIB ¢ meme-
IIVIOHHBIM I'€HOTUIIOM Hab/TI0a/Iach TeHAEHLIMA K Pa3BUTUIO SIIM/IENI THYeCKIX
IPUCTYIIOB 110 CPAaBHEHNIO C MAIIEHTAMU C IPYTMMU TeHOTUIIAMMI B JAHHOI
Cepu, XOTs 3TO Pasndyie He JOCTUTTIO CTaTUCTUIEeCKOI 3HaunMocTu [93].

LnarHocTtrka

JlMarHocTMKa aHajJOTMYHA ONMCAHHON BBILIE AMATHOCTMKe 3aboJeBa-
HMII C XPOMOCOMHBIMM AaHOManusAMU. BoisabieHne Mukpopgenenuu 15qll-
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13 ¢ IOMOIIBIO [TONMMMEPA3HOIL IeTTHOM peaKIuy, KapUOTUIINPOBAHNS MK
bryopeciieHTHOI TMOPUAM3ALNY — OCHOBHOI BepuUIMPYIOLINIT TECT, HO-
3BOJISIONINI JOCTOBEPHO IOCTABUTH AMATHO3. TakKe MPOBOMSTCS HOION-
HUTEbHbIE MCCIE[OBAHNS, CBSA3aHHBIE C OXKMPEHVEM, OCTEOIIOPO30M, 00-
CTPYKTUBHBIM aITHOO.

Jl71s1 maneHTOoB C SMM30aMI MafieH sl HeOOXOMMO TPOBOANUTD BUIE03-
nekTpoaniiedanorpaduio ¢ MuorpadmyecKMMn MEKTPOAAMM, YTOOBI OT/IN-
YYTh KaTaIJIEKCUIO OT CyAopor [16].

Jleuerne

B Hacrosmee Bpems crenyduyeckas Tepamus OTCYyTCTByeT. K ocHOB-
HBIM TIpo6emMaM nanueHToB ¢ CIIB oTHOCATCS OXKUpeHne, 3aiep>KKa pocTa,
YMCTBEHHasI OTCTa/IOCTh, CHUYKEHNE MBIIIETHOTO TOHYCA, PEIIPOAYKTUBHAS
pucyHknus. JledeOHble MEpOIIPUATIA HAIIpaB/IeHbl HA MOBBILIEHNE Kade-
CTBa XM3HU MAIIMeHTOB.

MiiafieHI[aM C TUIIOTOHYCOM IPOBOJATCS MacCasK 1 SPyTyie BUDI CIIeIIN-
anpHOI Tepamuu. OrpaHMYMBaeTcs HOTpeOTeHre MPOSYKTOB C BBICOKUM
coflep>KaHyeM HAaCBIIIEHHbIX XMPOB I IETKOYCBOsIEMBIX YI1eBOfoB. O6muit
cyTouHbI Kamopax — 1000-1200 kkan. IIpernaparsl, MOfaBIAOIINME AIlIIe-
TUT, He VICIIONB3YIOTCs, TaK KakK HeapdextuBHbl mpu CIIB.

B paHHeM feTCKOM BO3pacTe, 1O HACTYIUICHUs OXXMPEHN, OCYLIeCTBIIA-
eTCsl MOfIKOXKHOE BBeleHMe PEeKOMOMHAHTHOTO COMAaTOTPOIIHOTO IOPMOHA.
Jl71s1 BOCCTAHOB/IEHNS PENPOAYKTUBHON (PYHKIVN MPUMEHSIOTCS aHA/IOTH
TOHATOTPOIMH-PUTU3NHT TOPMOHA (TO3epennH).

IIpy Hammumy OOCTPYKTMBHOTO AITHO3 MCIIONb3YeTCA YCTPOICTBO JIA
aBTOMAaTIMYeCKOI MHTpaHa3a/IbHO BEHTVIALINM JIETKMX, CO3/jaloliee IOCTO-
SHHOE TIOJIOKUTE/IbHOE JIaB/IeH)e B BEPXHUX AbIXaTeIbHBIX My TAX. B onpe-
[e/IeHHBIX CIy4asiX IpPUMEHseTCsA YBY/IONaaaTodapuHromiacTuka. Ilpu
HUSKMX [T0Ka3aTe/lsIX IIOTHOCTY KOCTel Ha3Ha4YaloTcs ButaMmH D, mperna-
paThl Kambuus, 6ucocoHaThI.

Ecmu He ypaercs JOOUTBCA CHUDKEHMSA MAcChl Tella KOHCEpPBAaTHBHBIMU
MeTOflaMJ, IPUOEralT K OapuarpudecKoil XUpypruu — 6aHmaXupOBaHNUIO
XKeNyaKa, >KeTyJOYHOMY IIyHTUpoBaHMo0. COXpaHeHue KpUIITOPXMU3Ma
K KOHITY 1-r0 rofja KMsHM CIYXKUT [IOKa3aHMeEM K IIPOBEJIeHII0 OPXUIIEKCUN
(mpukpernieHne ssMYKa K MOIIOHKE C IIOMOIIIBIO IIIBOB).

B sKkcnepuMeHTaNnbHBIX paboTaxX Ha TabOPaTOPHBIX XMBOTHBIX IIpOJie-
MOHCTpupoBano nedebHsiil a¢dekt BemecrBo UNC0642, akTuBMpyIOLee
TeHbl Ha HEOOXOIMMOM y4acTKe 15-71 XpOMOCOMBI.
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Onuencus y nanueHtos ¢ CIIB 06bIYHO XOpPOIIO MOAJAETCSA Tepamlyuy
ATIM [96].

Y manyeHTOB ¢ aHOMa/IMAMMU IOJIOBHOTO MO3Ta yallie BcTpedaercs ¢ap-
MaKOpPe3UCTeHTHas SIWIENICUs Y HaOTIojaeTCs Xy ANt MCXOf [95].

[NporHo3

OsxmpeHue CocoOCTBYeT pasBUTUIO MHCYIMHOPE3UCTEHTHOCTH, Me-
TabO/MMYeCKOTO CHHJpOMa, CaxapHOro pamabera 2-ro THUIA, XMPOBOTO
rernaTrosa, Cy>KeHMs IIPOCBeTa [bIXaTe/bHBIX IyTeil, CMHAPOMa 00CTPYK-
TUBHOTO aIlHO3 CHA, KOTOPBHIN, B CBOIO OYepelb, YBEININBAET PUCK ap-
TE€pMANTbHON TUIEPTEH3UM, MHCYIbTA, >XM3HEYTPOXKAIOIUX apUTMUIL.
O>xupeHue Tak)Ke BbI3bIBaeT a/bBEONAPHYIO IMIIOBEHTU/IALNIO U Ipe3-
MEpHYI0 HarpysKy Ha IIpaBble OTJe/lbl Cepiilla, B pe3y/nbTaTe Yero BO3-
HMKaeT IIPaBOXXeNTyJOYKOBas CepledHas HeJOCTAaTOYHOCTb. Benmnk puck
IIePeIOMOB 13-3a CHVI)KEHHOJ MMHEPAJIbHON NJIOTHOCTY KOCTHOM TKaHMU.
[TpakTudecku Bce 60mbHBIE 6eCITIONHDL. VIMEIOTCS YacThle BUPYCHBIE UH-
ek Uy BepXHMX ABIXaTeTbHBIX IIyTell, OPOHXUTHI U MHEBMOHUM. boree
BBICOKA BEPOATHOCTDb Pa3BUTUA JEMIKO30B U IPYTUX OHKOJIOTMYECKNX 3a-
601eBaHMIL.

IIpogomxurenbHocTh >xu3HM nanuerTos ¢ CIIB gocturaer 60-70 sner.
B orcyrcTBME IpEBEHTMBHBIX Mep CMEPTh MOXKET HAcTYNIUTL B BO3pacTe
4-5 71eT OT CepfieYHO-IETOYHOI HeloCTaTOYHOCTI. B 50% crnyyaeB mpudn-
HOJI JIETQJIBHOTO MICXOAA CYXXUT OOCTPYKTMBHOE AIlTHOS CHA U BBI3BAHHBIE
UIM CepJieYyHO-COCYANUCThIe HapylleHusa. Kpome Toro, 60/1bHbIe 4acTO MOTY-
6aI0T OT pecMPATOPHBIX NHPEKIMIL.

CuHpgpom CmuT — MapgKeHnc

Onpepeneruve
Cungpom Cmut - Mapxenuc (cuH.: cuHApoM genmenuu 17pll.2; aHr.
Smith-Magenis syndrome) - ¢opma reHOMHOII MaTONIOTUM, NMPYU KOTOPOI
VIMEIOTCSI MHOXKECTBEHHbIe IIOPOKM Pa3BUTH, OOYC/IOBJIEHHBIE TaIlJIOHe-
JIOCTaTOYHOCTBIO TeHa OeKa-1, MHAYIMPOBAHHOIO PETMHOEBOI KICIOTON
(RAI1), Bo3HMKaOLIEN MO0 M3-32 MHTEPCTUIIMAIBHON [eely XPOMOCO-
MBI 17pl1.2, mu60 BCIeCTBUE TeTepOo3UroTHOM MyTauyy RAIL.

MCTOpI/I‘«IeCKaﬂ CrpaBKa

Henennst xpomocombl 17pl1.2 y ABYX MaIrieHTOB BIiepBble OblIa OMMCcaHa
B 1982 1. A.C.M. Smith u coasr. [84].
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B 1986 r. A.C.M. Smith u E. Magenis onucanu 9 4yeioBeK ¢ XpOMOCOMHOIA
menmenyert 17p11.2 [82].

B 2003 r. R.E. Slager u coaBT. BBISABU/IN TeT€PO3UTOTHBIE MyTALINM B TeHE
RAII y Tpex manyeHTOB C (PeHOTUNNYECKUMY IPOSABICHUAMU CUHPOMA
Cmut - MapkeHnc, HO 63 BUAMMBIX IIPU3HAKOB fienennit [79].

INMAEMNONOrnS
Cunppom Cmutr - Moapxennc (CCM) BcTpedaercst nmpumepHo y 1 us
15 000 - 25 000 >xMBOpOXJEHHBIX MIafleHIeB. [JaHHBI CMHIPOM BCTpeyYa-
eTCs1 BO BCeX 3THMYECKMX IPYIIAX M 9KOHOMMYECKMX KJIACCaX, C ONMHAKO-
BOJ YaCTOTOM Y )KEHIIVH Y MY>KYUH.

JTMonaToreHes

CCM BO3HMKaeT IpK yTpaTe ollpelleJIeHHbIX CETMEHTOB OJJHOJ XpOMOCO-
MoJ1 13 mapsl 17 xpoMocoM [77]. B 60/1bIINHCTBe C/Ty4aeB IPOMCXOUT fieTie-
IV151 TeHeTU9eCKOro MaTepuaa us obmactu 17pl1.2 xpomocoms! 17. JlaHHBII
PErVOH COIEP>KNUT HECKOTIBKO T€HOB, HO MoTepsi TeHa RAII Bbi3bIBaeT 601b-
IIMHCTBO XapaKTepHBIX CMMIITOMOB [32, 37].

Y1para cocefHux ¢ RAII reHOB B XpoMocoMe 17 puBOAUT K Bapuabesnp-
HOCTY TIPOSIBJIEHNIT CUHApOMA. Y HeOOJIbIION oMM MalVIeHTOB C CUH/PO-
moMm CCM BbI3BaH He Jiefielilieil XpoMOCOMBI 17, a MyTanueil B reHe RAII
Jeneuyy xpomocomst 17 u MyTaruu rena RAII mpuBOAsT K BBIpabOTKe aHO-
MaJIbHO MU He(yHKIVOHA/IbHOI Bepcum 6enka RATL.

Xotss RAII ABnsAeTCS OCHOBHBIM T€HOM, OTBETCTBEHHBIM 3a OOJIBIINH-
ctBO ocobenHocreit CCM, npyrue reHsl B mpegenax 17pll.2 Tak>ke BHOCAT
BKJIQJ] B IepeMeHHble 0COOEHHOCTY U OOIIYIO TsDKEeCTb CUHApoMa [37].

CCM B 60BIIMHCTBE CTy4YaeB He HacaefyeTcsa. MyTaluu IpOUCXOfAT BO
BpeMs 00pa3oBaHMUsl PENPOAYKTUBHBIX KI€TOK MU B Hadajle SMOPUOHA/Ib-
Horo pasButus. Ilanmentsl ¢ CCM ualie BCero He MMEIOT CIy4YaeB JaHHOTO
3abo7eBaHms B CBOeit ceMbe. BonmbimHcTBO menenuit 17pl1.2 Bo3uuKaeT de
n0vo, B TO BpeMs KaK «BpeJHble» BapuaHTbl B RAII MoryT ObITH de novo num
yHac/megoBaHHbIMH [83].

KnnHuyeckmne npossneHus
®enorun CCM xapakTepusyercsi HHOOPOM C/IefyIOIINX 0COOEHHOCTE,
MpOrpeccUpyIOLMX C BO3PACTOM: aHOMAINY CKeJleTa, Yepera, I11ja, ropTa-
HU, VIIeli, I71a3; HapylIeHNUs CHa; MOBeJileHYeCK1ie IIpoOIeMbl; YMCTBEeHHAs
OTCTAJIOCTb; HapylleHusa peyn. C BO3pacTOM OOBIYHO CTAHOBMUTCSH 3aMeT-
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HBIM TUIMYHBII MOBeeHIeCKUII MaTTepPH: TUIEPAKTUBHOCTD, HOMNIMO0-
JIOKOM/IaMaHV 1, OHMXOTWITIOMaH M, le3alaliTUBHOE, CAMOIIOBpesXalolee,
arpeccuBHOe mNoOBefieHMe [42]. Y maHHBIX NAIMEeHTOB MHBEPTUPOBAHHBIN
HaTTepPH CEKpeLMy MeTTaTOHVHA IPYBOANUT K HAPYLIEHNUIO IV PKAJTHOTO PUT-
Mma [43].

MHorue ocobennoctu CCM He3aMeTHBI B M/IaJileHUeCTBe U PAaHHEM JIeT-
CTBe, HO CTAHOBSITCs O0JIee Y3HABaeMBIMU C BO3PACTOM. MItafieHI[bl OICHI-
BAIOTCS KaK «XePyBMMBI» C BHEIIHOCTBIO, HAIIOMMHAOMIEl cHApoM JlayHa.
C BO3pacTOM BHELIHWII BUJ JIUIA IpuoOpeTaeT OTHOCUTE/IBHBIN IPOTHa-
TU3M. Y MJIaJIeHIIeB BOSHMKAIOT TPYAHOCTM C KOpPMJIeHMeM (HapyLIeHNs
COCaHNUsA ¥ ITIOTAHUsA, IOCTOSIHHOE BbITEKaHVe CITIOHBI W30 PTa, IPOOIeMbI
C )KeBaHMeM U JIBUIKEHIEM sI3bIKA, KeTyLOYHO-IINIeBOAHBII pedIioKc), He-
CIIOCOOHOCTD Pa3BUBATHCS, TUIIOTOHMS, TUTIOPeIEKCIS, JIUTENbHBIN COH
WIM HeOOXOZVIMOCTb NPOOYXJeHNs J/Isi KOPMJIEHMsI 1M oOlasi jaeTaprus.
BonbMHCTBO 07l GYHKIMOHNPYIOT B [UAIIa30He OT JIETKO IO CpejjHeit
CTENEeHN YMCTBEHHOI OTCTaIOCTH.

XapakTepHBI C/IeAYIOL /e TTPU3HAKIL:

1. VI3MeHeHMe TOMOBBI:

I POKOe KBaJpaTHOE TNII0;

BBINTYKJIBIII 7100;

I1y60KO ¥ O/IM3KO0 IPYT K IPYTY pacloNoKeHHbIe I71a3a;
MOHTOJIOVJHBII paspes I71as;

IV POKUeE, TYCTble, CPOCIINECs, paciinpsolinecs 1o 6okaM 6poB;
OosIbIIIVE LEKIL;

BBICTYIAIOIIAS] Ye/TIOCTb;

KOPOTKUII HOC C OTKPBITBIMU BIlepe]] HO3[IPSIMU;

Masiast BBICOTa HOCa;

IMpOKas IJIOCKas MePeHOCUIa, CTAHOBSIIAsACS 6osee BbIPa)KEHHOIL,
«TPaMIIIMHOBUIHOI» 110 Mepe B3pOC/IeHNs pebeHKa;

LIV POKUIT U3OTHYTBIVI BHU3 POT;

6onpine Ty6bl;

BepXHAA ryba INpPUIIOAHATA HAPYXKy Onarogapss MsACUCTOMY I'yOHOMY
XKemooKy;

POCT HVDKHel YeIIOCTM OIllepeXkaeT POCT BepXHell, 4YTO ¢ BO3PacTOM
IPUBOANT K TUIIOIIA3UY CPeHeN JacT IN1Ia;

Hebosblas 6paxnuedanns;

paciennHbl HE6a («BOTYbS ITACTb») U I'YOBI («3as14bsi Ty6a»);

aHOMaJ/IMM POCTa 3yOOB.
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2. Vi3meHeHme pOpMBI Te/Ia 1 ONOPHO-ABUTATE/ILHOTO aIlIapaTa:

HU3KMI POCT;

CKOJINO03;

MajieHbKlie KVCTY U CTOIIBI;

KOPOTKMe€ TabIibl PYK U HOT;

BBIITYKJIble O YIIEYK] MablieB;

KIMHOMAKTUINSA 5-TO Manblla KUCT;

IVIOCKOCTOIIVE € TIJIOCKO-BapycHOII fedopMariyeit CTor;
IIOXOZKA C INMPOKO pacCTaBIeHHbIMY HOTaM;

KOPOTKMe BepXHIUe KOHEYHOCTV C OrpaHu4YeHyreM obbemMa IBVKEHUIT
B JIOKTSX;

pacuienienye pebep 1 O3BOHKOB;

KOpPOTKasl JIOKTeBasl KOCTh € TyHK00OpasHoi gedopmariyeit.

3. VIsMeHeHMe HEPBHON CUCTEMBI I OPTaHOB YYBCTB:

MBIIIIeYHAS TUTIOTOHS;
nepudepuveckas HeBPOIIATIS;

SIUIETNICHS;

CHIDKeHVe 00/IeBOII ¥ TEMIIEPaTyPHOI 4yBCTBUTE/ILHOCTY;

3aJlep>KKa IICUXMYECKOTO Pa3BUTMHS; OTCTaBaHye B OCBOCHUN pedl, Ha-
BBIKOB 00111el I MeJIKOT MOTOPUK;

HapYyIIeHUs CIyXa, MHOTAA IPUBOJALIVE K TTyXOTe;

6/1130PYKOCTD;

KOCOTI/Ia3ue;

MUKPOKOpHea;

AVCIIA3US Pay KK

«IBOMHOI» 3pa4yoK.

4. VIsMeHeHMe TOPTaHU:

XPUILIBIIL TOMOC;
ITIO/INIIBL, Y3JIbI;
OTEK U IMapaand ropTaHu.

5. VI3MeHeHe BHYTPEHHNX OPTaHOB — MOPOKM CEpPALia U IOYeK.
6. VIsmeHeHMe 0OMeHa BEIECTB:

OXXUPEHUE;
TYIePXOIeCTePUHEMIA.

7. Hapymenuns cHa:
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8. HeagantuBHOE IOBeEHIE:

e BCIIBIIIKI THEBA;

arpeccus;

* pesKIie Mepernajbl HACTPOESHNST;

0€eCIIOKOIICTBO;

VIMITY/IbCYBHOCTb;

OTBJ/IEKAEMOCTb;

HeIOC/TyIIaHe;

pO6/IEMBI C OTIIPABJIEHMEM €CTeCTBEHHBIX HOTPeOHOCTEN;
TpebGOBaHNe TIOBBILIEHHOTO BHUMAHUA K cebe;

HOBTOPSIOLINECS CAMOCTOSTE/IbHBIE OOHMMAHIS;

CaMOIIOBPEX/IeHNUsI: YKYCBI, YAapbl, CAMPaHIe KOXI, 3aCOBBIBaHIE IO-
CTOPOHHMX TIPEMETOB B OTBEPCTUs Tema (MOMMaMO0IOKOMTAMaH W),
paspylueHye Horrell (OHUXOTU/ITIOMaHM);

00/M3bIBaHMe Ma/NblieB ¥ IePeNUCThIBaHMe CTpaHul] (oBefieH1e, 13-
BeCTHOe KaK «IN3aTh U llepeBopaunBarh» — aHrlL lick and flip);
CTpeMJIeHIe BCe 3aCOBBIBATH B POT;

CKpe>XeTaHue 3y0amis;

packauyMBaHM TY/IOBUILA;

BepueHye ¥ Kpy4deHue IPefMeTOB;

CKMMaHME PYK U JIOKTEN «B 3aMOK»;

e 3a/IaMbIBaHMeE PYK U KUCTE;

CIIOCOOHOCTD BCIIOMHUTD IUPOKIIL CIIEKTP HETaIel O TOSX, IpefMe-
TaX, COOBITUAX.

Onunencusa BCTpedaeTcss He MeHee 4yeM y 30% mnanumenTtoB ¢ CCM.
Hamnbonee xapaktepHo pa3Butue ¢poKanbHBIX GOPM SMIMUIENCun ¢ HoKab-
HBIMU U IICEBJJOTeHePaTN30BaHHBIMI IIPUCTYTIAMIL.

Cornacuo manueiM A.M. Goldman u coasrt. (2006), Hanboee pacrpo-
crpaHeHHbIMY Ha DI ObUIM TeHepaaM30BaHHbBIE MMUIENTU(HOPMHBIE MAT-
TepHbI (73%). BOMBIIMHCTBO MalIeHTOB C HEOOMBITUMU UV OONBITUMU Jie-
nenysamu (83 u 75% COOTBETCTBEHHO) MMeNK aHOMajIbHYyIo D3I B oTnnune
OT MaLMEeHTOB C PacIpoCTpaHeHHO fenmenert (49%) [38].

Y ZaHHBIX MAI[MEHTOB MOTYT HaO/MIOAAaThC MH(PAHTUIbHBIE CIIa3MBbI [68].

[uarHocTtrka
BonpmnHCTBO caydaeB AMArHOCTUPYETCA B Cpe/JHEM JIeTCKOM BO3-
pacTe, Korga ocobeHHOCTM 3aboneBaHus Hanubosee y3HaBaeMbl U O6po-
carorcs B rmasa. JImarnos CCM ocHOBbIBaeTCsA Ha COBOKYHHOCTU u-
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3UYEeCKUX, ICUXNYECKNX U MOBeleHYeCKNX 0COOCHHOCTel B COYeTaHUN
C PacCTpONCTBOM CHA, XapaKTepU3YIIMMCA UHBEPTUPOBAHHBIM IIMP-
KaJlHbIM PUTMOM CeKpellMM MeJTaTOHMHA, a TaK)Ke Ha IO TBepXKIeHUN
VHTEPCTULIMANDHON Aenenuun 17pll.2 unu BbIABIEHUN Te€TEPO3UTOTHOM
MyTauuu reHa RAIL

MHorne 13 npusHakoB, XxapakTepHbIixX fna CCM, MOTyT IpOABIATh-
CA IpU JPYTUX FeHeTUYeCKUX CUHJPOMAX, UTO BbI3bIBAET JMarHOCTUYE-
ckue tpypHoctu [85]. InddepeHnmanbuyo IMarHocTUKy He0OXOAUMO
HpOBOAUTDL C CUHJpoMoM JlayHa M3-3a Ha/qM4ys MBIIIEYHOI TMIIOTO-
HIY, YIUIOLIEHUS CpeJHell 4acTy Julia M MOHTOJIONHOIO pa3pesa IIas;
cunagpoMmoM Ilpagepa — Bumnm — m3-3a MBIIIEYHON TMIIOTOHUM, BAJIO-
CTHU, PACCTPOIICTB KOPMJIEHMS U CHa; menmenueit 22q11.2 (cuagpomom [Ju
I>xopmxn / BemokapanodamuaabHbBIM CUHIPOMOM) — 113-3a 3aMEeTHOI 3a-
HEepP>KKM peuyeBOro pasBUTHA U aHOMAINI CepAlia; CMHAPOMOM (parnib-
HOJ X-XpOMOCOMBI — 13-3a IPM3HAKOB ayTMU3Ma ¥ HapylIeHUI IOBeJe-
HNA; ayTU3MOM — M3-3a 3HAYMTENbHOI 3aJep>KKM pedyeBOTO Pa3BUTHA,
po6/ieM CEHCOPHOI MHTErpalliy, CTEPEOTUIIHOTO ¥ [ie3aJalTUBHOTO
MOBeJlIeHN 1.

Jlevenne

B HacTosmee BpeMs crienuduyeckas Tepannsa OTCyTCTBYeT. JledeOHbIe
MepONpUATUA HallpaB/eHbl HA MOBBILICHYE KAaUYeCTBA )XKM3HY TallUeHTOB.
Tepanus yacto TpebyeTcs B TedeHMe BCell )KM3HU GOTBHOTO U BK/IIOYAET
KOppeKI1IMIo HapyIlleHuli CHa, pe4eBYIo I TPYHLOBYIO Tepamnnio, MegUIH-
CKJie BMeIIaTeTbCTBa, YIIpaBjIeHNe IToBeleHneM [32].

[TpoBomuTCS J/le4eHMe SMUIENICUN, OXMPEHMUs, racTpoasodareanb-
HOJI peII0OKCHOI 60/Ie3HM, 3aII0OPOB, TUIIEPXOIeCTEPUHEMIY, AHOMA I
HEOa, CKOMMo3a, OPTaNTbMONOTUYECKUX NMPOOIEM, peluAUBUPYIOIIETO
Cpe/lHero OTuUTa, IOTEPU CAyXa, CEPAEYHbIX aHOMANINN, aHOMANNN I10-
4eK, JIETKOTO MMMYHOJeduLNTa, TUIOTHPEe03a, feduluTa TOPMOHA PO-
cra [83].

JIekapcTBa MCHONB3YIOTCA /1A YCTPAaHEHMA CUMITOMOB. Hampumep,
MeNTaTOHMHOBBIE IIpeNapaThl IPUMEHAIOTCA /I PeTYNALUN HapyIIeHN
CHA, PUCIIEPUJOH — JI/I KOPPEKIUIM aTPeCCUBHOrO MOBEJEHNUA, COMATO-
TPONHBIN TOPMOH — A/1A CTUMYIALUU POCTA.

Ouunnencus y nanueHtoB ¢ CCM 06BIYHO XOPOLIO MOAJAeTCSA Tepa-
oMy KOMOMHALMell BajbIIPOATOB C TONMPAMATOM ¥ CYKIMHUMMUJAMMA.
Y psna manueHTOB ONMCAHO XMPYprudeckoe nedeHne [74].
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[NporHo3

Muorum InageHTaM HeO6XOI[I/IMa Iegarorm4yeckasda, coumajabHada M MeON-
UMHCKaA nomoub. [Ipy xopouieM yxozie M KOppeKIMM COMaTU4eCKMX HapyIlle-
HUT1 60/IbHBIE JOXKMBAIOT 1O IIPEKIOHHOTO Bo3pacTa. ['unepxonecrepuHeMus
B COBOKYHHOCTI/I C YaCTbIMU ,E[e('beKTaMI/I Cepﬂe‘{HO-COCYI[MCTOﬁ CUICTEMBI
3HAYMTE/IbHO ITIOBBIIIAET PUCK CMEPTU OT CEPAEIHO-COCYAUCTDBIX 3aboneBa-
HUI ¥ MTHCY/IbTa. BposkieHHbIe TOPOKM cepyilia TpeOyIoT IIPOBeeHN s Olepa-
UM B pAHHEM BO3PacTe U IIOPOJ IOBTOPHBIX ONEPaLNii B 3pE/IOM BO3paCTe.

dnunencum Npu MyTaunAaX B OTAENbHbIX reHax
Ty6epo3Hbiit CKnepo3

Onpepnenerne

Ty6eposHblit cknepos (cuH.: anunolis, 6onesub bypuesnnns — [punria,
LIEHTPAJIbHBII HEIPOHOMATO3, HEMIPOKOXKHbBIN CMHAPOM Tuna bypHeBumns,
CUHJIPOM CceOO0pertHOI aJleHOMBI, CYJOPOT ¥ YMCTBEHHOI OTCTalOCTH) — IO-
JINCUCTEMHOe, TeHeTUYeCK) [eTepMUHUPOBAHHOE, ayTOCOMHO-JOMUHAHT-
Hoe 3a00jeBaHNe U3 TPYIIbl (PAKOMATO30B, C IIMPOKNUM CIIEKTPOM KJIM-
HUYECKMX MPOABICHNI, COMPOBOXAIOIIeecsl pa3BUTHEM MHOXKECTBEHHBIX
I0OpOKaueCTBEHHBIX OITyXojIell (raMapTOM) B paslIMYHBIX OPraHax, BKIIIO-
Yasi FOJIOBHON MOS3T, I71a3a, KOXY, cepfille, IOYKI, [leYeHb, TeTKue, XKeTyHRo4-
HO-KUIIEYHBI TPAKT, 3H/JOKPMHHYIO ¥ KOCTHYIO CUCTEMBIL.

VicTopurueckas cnpaska

B 1835 1. Pierre R.O. Rayer momecTns B cBoeM aT/ace n3o0paskeHne auiia
MOJIOZIOTO 4Ye/loBeKa C IMOpPa)KeHMeM KOXU, CBOVICTBEHHBIM TyOepO3HOMY
ckeposy. B 1862 r. nemeriknit maronor Friedrich Daniel von Recklinghausen
OIMcan Cepille yMepIero Ioc/ie POXKAEHNA MIafieHIla C HeCKOTbKUMU
OIYXO/MAMY, Ha3BaB VX MUOMaMI. Y 3TOTO Ke pebeHKa ObIT OTMeYeH Kop-
TUKA/IbHBIN «CKIepo3» Mosra. B 1880 r. ¢panmysckmit HeBponor Désiré-
Magloire Bourneville neTanusuposan BbIABIAeMbIe IATOTOTMYECKIE U3Me-
HEHI, pa3BUBAOIecs B TOTOBHOM MO3Te, U BIlepBble MPYMEHN TePMUH
«Ty6epO3HBIil CKJIepO3 IiepeOpanibHbIX BOTOKOH» [39]. B 1890 r. aHTmitcKuit
nepmarosor John Pringle BiepBeie onvican anrnogu6épomsl muua y 601bHbIX
TyOepO3HBIM CK/IEpO30M, HIPUMEHUB TEPMUH «KOHT€HUTAbHAas aJeHOMa
CabHBIX JKere3». B 1908 r. neBponor Oskar Vogt ommcarn KmaccuuecKyro K-
HIYECKYI0 TpUajy Ty0epO3HOro CKIepo3a: CyJOpOXKHbIe IPUCTYIIbI, a[JeHO-
MBI Ca/IbHBIX JKeJle3 U 3aJIep>KKY YMCTBEHHOTO Pa3BUTIA, KOTOPbIE B TeUeHMe
JUTUTE/IbHOTO BPeMEeH) CUUTA/IVCh TATOTHOMOHUYHBIMMY JI/IS TAHHOTO 3200-

31



neBanuA. B 1921 r. opranbpmornor Jan van der Hoeve onmcan xapakrepHble
I Ty6epO3HOTo CKJIepo3a M3MEeHeHM A Ha ITTa3HOM JHe: CUMIITOM «TYTOBOJI
ATORBI» — GaKOMY.

SONYAEMNONOTNS
YacroTa TybeposHoro ckneposa (TC) cocraBmser 1:30 000 HaceneHus.
PacnipocTpaneHHOCTD cpei HOBOPOXAEHHBIX Bapbupyer or 1:6000 mo
1:10 000 [62, 80]. Pacuernoe ynucno 6onpubix TC B Poccuiickoit @epepanun
okorto 7000 yenoek, moatomy TC oTHOCUTCA K pekuM (opdaHHBIM) 3260-
neBaHyAM [1].

JTmonaroreHes

B 3aBucumocty oT fedpeKTHOro reHa BBIJENAIOT 3 TuUIA 3a00TeBaHUS.
ITepsbiit Tum: TSC1 - 9934 (xommpyer ramaprtus). Bropoit tum: TSC2 -
16p13 (xopmpyet TyOepun). Tpernit Tum: TSC3 - 11923 ([OHOTHUTETBHBII
nokyc). Oba reHa IpMHAIEKAT K YUCTY TEHOB — CYIIPECCOPOB OIYXOJENL.
Mytanunu B rede TSCI npu cemeitHoM BapuaHTe TC onpepensamoorcsa y 15-
30% manMeHTOoB, CIOpajiiuecKye MyTaljui COCTaBAAT 1o 10-15%. /114 rena
TSC2 onncano 6omee 100 repMMHANIBHBIX MYyTalMii, CIIOpafildecKue MyTa-
VM JAHHOTO TeHa cocTaBnAnT 75-80%. IIpu fedexTax B reHax HapyuraeTcs
obpasoBaHMe 6elKOB raMapTIHA U TyOeplHa, KOTOpble B HOPMe YTHETaloT
axTuBHOCTD MTOR-(akTopa (anr1. mammalian target of rapamycin), cTu-
MY/IMPYIOIETO CHHTe3 Oe/IKOB, KJIETOYHBIN POCT M Mpomidepannio KIeToK.
[TponcxopuTakTUBaLysA JAHHOTO (PAKTOPa, YTO BeleT K 00pa3oBaHII0 MHOXKe-
CTBa J0OOPOKayeCTBEHHBIX OITYXOJIeil BO BCeX OpraHax 1 TkaHax. CybcTparom
Bcex HOBooOpaszosanmit npu TC cmykar ramapromsl. [amapToma (0T rped.
hamartia — «ommnbka») — OIyXO/Ib U3 He3penoil SMOPMOHANIBHO TKaHN, 3a-
IepyKaBIIeiics B cBoell AuddepeHnNpoBKe 110 CPABHEHNIO C OKPY KAIOMIVIMMA
TKaHAMMJ HOCUTE/ISI OITYXOJIV, Pa3BMBAIOIIEIICS 13 M30BITOYHO HEIPOIIOPIMIO-
Ha/IbHO Pa3BUTBIX TKAaHEBBIX KOMIIJIEKCOB. [laHHAa s IIaTONOTM S XapaKTepu3y-
eTcsi GyrOpKOBOIOIOOHBIMY pa3pacTaHNMAMM B BellleCTBE TOJIOBHOTO MO3Ta,
a TaK)Ke B KOXe, TIOYKaX, I71a3aX, TeTKIX, Cepflie, KOCTAX.

KnvHnyeckmne npoasneHns
ITpn TC npaktudeckn B 100% crydaeB MMEIOTCA KOXKHbIE M3MEHEHMS,
IpefiCTaB/lIeHHble TMIIONNIMEHTHBIMYU IIATHaMU, aHTMOGUOpoMaMu JuUIa,
y4acTKaMM «IIarpeHeBOIl KOXK1», OKOJIIOHOITeBbIMU (pubpomamu, Gpubpos-
HBIMU O/AIIKaMy, OebIMY IpAAAMU BOMOC [69]. [MIIONMTMeHTHbIE NATHA
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JIOKA/IN3YIOTCS IPENMYIIeCTBEHHO Ha TY/IOBMIIE U ATOAUIAX. VIMeoT acum-
MeTpU4YHOe pacronoxeHye. C BO3pacToOM UX 4YUCIO yBenuumBaeTcsa. OHu
OOBIYHO HAIIOMMHAIOT OYEPTAHMS JIVCTA, 3a0CTPEHHBbIE C OJHON CTOPOHBI
U 3aKpYIJIEHHbIE C JPYTOIl, ¥ MMEIOT O/IefHO-CepOBATYIO VI MOJIOYHO-06e-
TIYI0 OKpAacKy. Y JIIOfieli CO CBET/ION KOXKeil IATHA YIaeTCs YBUJIETh TONBKO
¢ momolInbio gaMnsl Byma. IlsaTHa 1BeTa «kode ¢ MOTOKOM» BCTPEYAIOTCS
OZIMHAKOBO 4acTO Y 6071bHBIX TC 11 3[OPOBBIX /ALY, B CBA3M C YeM AMATHOCTH-
YeCKOT0 3Ha4YeH Vs He MMEIOT. AIeHOMBI CaJIbHBIX Jkerte3 (afieHoMbI [IpuHTiIa),
VUM, TIPaBUJIbHEE, aHTMOGUOPOMBI JINIIA, OSB/SIOTCS HOCTE 4 /1eT. DTO 0CO-
Oble y3e/IKOBbIE BBICBINIAHNA Ha KOXK€ TUIIA «IPOCSIHBIX 3€pPeH», a MHOTMA
B BIJIe MaCCUBHBIX HOBOOOPa30BaHUII TUIIAa «1IBETHOJ KaNyCTbl». BHelHe
OHU IPEeJCTAB/ISIOT COOOT MAIY/IbI YT Y371l PO30BOTO MV KPACHOTO IBeTa
C TIa[IKOII O7IecTsIIelt TOBEPXHOCTDIO. PacmmonaraTcs Ha Tuije CUMMETPUY-
HO, C IByX CTOPOH — Ha ILIleKaX ¥ Ha HOCY II0 TUITY «KPbLIbeB 6a004KI», a TaK-
e Ha nopbopoznke. JacTo COMPOBOXAIOTCA TeIeaHTMAIKTA3UAMM, YCUIINU-
BAIOIIVMMI KPACHBII LIBET X OKpacku. OKOJOHOrTeBble prOpOMBI (OITyX0omn
KoeneHa) mosIBISIIOTCS HA BTOPOM JlecATHIe TN XU3HU. [IpeficTaBasoT co-
6011 TycK/Ible, KpacHble 1100 MsCHOTO I[BeTa MAIly/Ibl MIN Y37Ibl, PacTyIijye
OT HOTTEBOT'O JIOXKA M/IY BOKPYT HOI'TeBOII ImacTuHKu. Hanbonee yacto mo-
KaJIM3YI0TCS Ha HOTaX.

[71a3HbIe CMMIITOMBI BBIABIAIOTCA Y 50% OONTBHBIX, 4acTO MaHM(pECTH-
PYIOT B IlepBble 2 TOfa XXM3HM U YCIIOBHO IOAPA3NIe/IAI0TCS Ha iBe OOonblne
TPYIIbL: peTMHAIbHbIE U HepeTMHanbHble. Hambomee 4acTo BCTpedaroTcs
peTuHabHbIe TaMapTOMBI ((PaKOMBI), 0OBIYHO ABYCTOPOHHNE U YaCTO MHO-
JKecTBeHHBIe. [lo BHeIlTHeMY BUJIY 9TU OIYXO/IM IOJPasfe/sloTCs Ha Kajlb-
LMHUPOBaHHbIE (CUMIITOM «TyTOBOJ TOfbI») U HEKa/IbLIMHNMPOBaHHbIe. OHU
0OBIYHO PACIIONATAIOTCS IIOBEPXHOCTHO IO OTHOIIEHNUIO K COCY/IaM CETYATKI,
OKOJIO WU TI0 Kpalo JUCKA 3PUTENIBHOTO HepBa, HO MOT'YT OBITh BBISB/ICHBI
u Ha nepudepun ceryaTku. KamHudeckme nposBIeHNsI TaMapTOM HAO/II0-
faroTcst KpaitHe pefko. OCHOBHBIM CHMIITOMOM CITY>KUT IPOrpeccrpyloliiee
CHIDKeHMe 3peHus. HeperunanpHble rmasHble cuMiToMbl TC BK/TIOYAIOT aH-
rno(uOpOMBI BeK, AeIMIMEHTAINIO PALy>KHOI 0007104k (ATHA JInia) nin
CeTYaTKM, aTUIINYHYI0 KOJI0OOOMY, KaTapaKTy, OTeK AJCKa 3PUTE/IbHOTO HepBa,
BBIIIA/IeHIIE T107IeTt 3peHN st (TOMOHMMHYIO TeMUAHOIICHIO), HellapaIUTUIeCKoe
Kocorasue, mape3 VI HepBa, KpOBOM3IUSHUS B CTEKJIOBUIHOE TEIO.

XapakTepHble 0COOEHHOCTY M3MEHEHNII BO BHYTPEHHUX OpPraHax — MHO-
JKeCTBEHHBII XapaKTep, OumaTepanbHOe PacIooXKeHe B TaPHbIX OpraHax,
BO3MOYXHOCTb JI/TUTENTBHOTO 6€CCMMITOMHOTO T€YeHM I, @ TAK)Ke BO3paCT3a-
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BUCHMasA MaHnecTanysa. Y HOBOPOXX/IEHHBIX 1 JieTeil M/IafIlIeTo BO3pacTa
0cO6yI0 ONACHOCTD IMPECTAB/IAIT pabJOMIOMBI CEepAilla, KOTOPbIE B [ja/lb-
HellllleM MOTYT YMEHbIIAThCA B pasMepax U Jake McYe3aThb. Y JIMI] 3peioro
BO3pacTa 0COOEHHO OIACHBI ITOpa)keHMs Io4eK. Jalle BCero BBIAB/IAIOTCA
AQHTMOMUONIMIIOMBI ¥ KUCTBL. Tak>ke MOT'yT BCTpeYaTbCsl MOYEUHO-K/IEeTOY-
Hasl KapI[MHOMa, OHKOLIMTOMA, (POKAa/IbHBIN CETMEHTAPHBIN ITTOMePY/IOCKIe-
P03, COCYIUCTbIE AMUCIIA3UM, IOPOKY IIOYEYHOI TKAHU, TyOy/IOMHTEpCTH-
IMa/IbHBI HeppuT, MeMOpaHoIIponudepaTuBHbIi r7IoMepyn1oHedpuT, He(-
poxkanbiuHo3. [Tomumo atoro nmpu TC yacTo HAOTIOAAIOTCS ITOPaXKEeHN A BCeX
OTJETIOB XKy JOYHO-KMIIEYHOT'O TPAKTa I JIETKUX, a TAKJKe JPYTUX OPraHOB.

K npossnenusam TC B KOCTHOI cucTeMe OTHOCSITCSI OCTEOINIOPO3, KICTO-
nozio6HbIe leeKThI KOCTe 3aIACTbs, IUTIOCHBI, (pajlaHT, TOKa/IbHbIE IIepuo-
CTaJIbHbIE YTO/IEHM Te/l TPYOUYaThIX KOCTEN, YIaCTKM CK/Iepo3a B II03BOH-
KaX, KOCTAX Tasa.

ITopa>xeHNs1 HEpBHOI CUCTEMbI JOMMHUPYIOT B KIMHMYECKO KapTUHE
TC. Hanbosnee xapakTepHBI CYJOPO>KHbIE ITAPOKCU3MBI, YMCTBEHHAsI OTCTa-
JIOCTh, HAPYIIEHNU I TOBEJIeHN I, U3MEHEHMSI B IIMK/Ie «COH — OO[PCTBOBAHME.

Cyzmopo>xHble IPUCTYIbI HabmI0fa0TCca y 70-90% OGONMBHBIX U 9aCTO AB-
JISAI0TCA MaHU(ECTHBIM CUMIITOMOM 3aboneBanus [24, 76].

HecMoTps Ha TO YTO IPUCTYTIBI MOTYT BO3HUKATH BIIEPBbIE B 1I000OM BO3-
pacTe, OOBIYHO OHYM HAYMHAIOTCS B MJIaJileHYeCTBe VI ieTcTBe. Y 63% 60/1b-
HBIX SIMJIENTHYeCKUe INPUCTYIbI MOABIAITCSA HAa MEPBOM TOAY >KM3HIUL
Pannee Hauano snmtencun (B mepsble 12 MecsIeB XU3HM) CBA3AHO C BBICO-
KJMM PUCKOM KOTHUTVBHBIX HAapYIIEHUI ¥ HEPBHO-IICUXUYECKUX IIPoOIeM,
BK/MIoyas ayTusM. Y 90% manueHTOB NPUCTYIBl MOABAAKTCA B IIepBble
2 roga xusHu [18].

VHdaHTUNIbHBIE CIa3Mbl perncTpupyloTcs y 38% 6onbubix TC, ¢ KoM
me6roTa B 3-5 Mecares. [Tocie mepBoro mpucTyna sumjaencus pasBuBaeTCsa
B 100% cny4aes. MIHpanTrapHbIe ctasmbl py TC 4acTo XOPOLIO MOAAAI0T-
cs NedeHMI0 BUrabarpuHoM. bosee mospHMe IMPUCTYNBI MOTYT BO3HUKATh
B BIJe crieupIYecKyX IaTTepHOB, TAaKMX Kak cuHApoM JleHHoKca — Tacro,
VIV C KOMOVHALMSMY [IPUIIAJIKOB, BKII0Yasi poKanbHbIe ¥ MYTbTU(HOKATb-
Hble IIPUCTYIIBL, A TAK)KEe MIPUCTYIIbI NafeHns. PoKanbHble IPUCTYIIbL Ipef-
IIECTBYIOT, COIYTCTBYIOT M/UIN CIEAYIOT 33 MHPAHTUIBHBIMU CIIa3MaMIL.
BoNBIINMHCTBO MAI[MEHTOB MMEIOT iBa VI O0/lee TUIIOB IIPYUCTYIIOB.

OnuaenTuyecKye MPUCTYIIBl PESUCTEHTHBI K aHTUSNMIEITUYECKO Te-
pamuu y 30-60% 6ompHbIX TC M C1y>kaT OZHOI U3 IIaBHBIX IPUYMH VH-
Ba/MpHOCTH [1, 61]. DakTopamu, feTepMUHMPYIOWMMUMA (apMaKOpe3UCTEHT-
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HOCTb, BBICTYTIAIOT [1e0I0T B BO3pacTe /10 1 roa, Hajmn4ue HeCKOMbKIX TUIIOB
IPUCTYIIOB, BBICOKAS YacTOTA NPUCTYIIOB, U3MEHEHNUe XapaKTepa IPUCTY-
IIOB C Te4eHueM 3aboneBanns [23].

YMmcTBeHHas orcranoctb npu TC Habmopaercs B 48% cnyuaes [17, 25,
48] u BapbupyeT OT yMepeHHOI1 10 ITy6oKoii cTerieHy. OIHOI 13 OCHOBHBIX
IpPUYNH, KOTOpble ONpefeAloT ee BO3HMKHOBEHME, SIBJAITCS CYHOpPOTH,
BO3HMKAIOIIVe Ha IepBOM ropy >kmsHu. Hapymenne nurennexra npu TC
CoYeTaeTCs C U3MEHEeHUAMM TIOBeieHN s B BUJIe ayTU3Ma, TUIIepaKTUBHOCTH,
arpecCUBHOCTIL.

CTpyKTypHBIe aHOMa/INY MO3Ta OTMeYaloTCs 6oee 4eM y 95% mariyieH-
TOB.

[Tpu TC nMeroTcA crnepyoe IOpa>keH!sI IeHTPaIbHOI HePBHOII CHCTe-
MBI

1. Tybepcsl — ydacTku (pOKanbHOI KOPKOBONM AMCIIA3UM CO CHVDKEH-
HbIM uncioM FAMKeprudecknux HeilpoHOB, XapaKTepusyiollyecs moTepeil
KJIACCUYECKOII 6-CTIOVHO IUTOAPXUTEKTYPBI KOPBI MO3Ta. MOT'yT OBITh e1-
HIYHBIE VI/IM MHO>KeCTBEHHBIE, pa3MEPOM OT HECKOIbKIX MIIIMIMETPOB JI0
HECKOJIbKUX CAaHTUMeTpoB. IIpumepHo 50% TybepcoB KanbunuduunpoBaHblL.
IIpucTynpl MOT'YT MCXOAUTDb KaK M3 Tybepca, Tak U M3 OKpY»Kalolleil Hop-
MaJIbHOJ KOPBbI, KOTOpasi MpeACTaBisieT co00il 30HY «I1epeBO30YKIEHHBIX»
HelIpoHOB. JIHOra Ty6epc MO>KeT ObITh HeaNMIeNTOreHHbIM. Unco Tybep-
coB 8 1 6oree cy>XnUT GaKTOPOM prCKa MaHU(eCTaL MU SMUIEIICUN B TIep-
BbIe 2 rofia )X13Hu (puc. 1).

Puc. 1. KopmuxkanvHole mybepcvl HA MAZHUMHO-Pe30HAHCHOL moMozpamme
¥ nayuenma ¢ mybeposHbiM CKIepoO3oM
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2. MHO)XeCcTBeHHBIe CyOaIIeH[VIMaIbHbIE Y37IbI padMepoM 2—10 MM, TOKau-
3YIOLyecsl B CTEHKaX OOKOBBIX XKeTyZ04koB. OHM YaCTHYHO MU TIOTHOCTBIO
Ka/IbL(MIIMPOBAHBIL, 0€CCHMITOMHBI. TsKeCTb SIIIeNCuyt HaXOUTCS B IIPsi-
MOJ1 3aBUCHMOCTH OT YMC/Ia KOPKOBBIX TYOEPCOB ¥ CyO3IIeHAMMAaIbHBIX Y3/IOB.

3. PapwanbHoe mOpakeHNMe 6e0ro BellecTBa TOJIOBHOIO MOS3Ta.
IIpencTaBisieT co60It IPYIIIBI TeTEPOTOMNYECKUX KTACTEPHBIX KIIETOK, COe-
AVHSOLUX SIEH/UMY CTEHOK XKeTyZ04KOB 11 Tybepchl. COOTBETCTBYIOT MU-
TPAL[MOHHBIM ITyTSAM CIIOHTMO0/IACTOB BO BpeMs aMbpuoreHesa. SBisorcs
SMMIENITOTeHHBIMY 30HAMI.

4. Cy6smneHMaIbHble TUTAaHTOK/IETOYHbIE aCTPOLMTOMBI IIPeJCTaB/IA-
10T 06011 MeJI/TeHHOPACTYIIYIO I/IMOHE/POHAIBHYIO Oy XO0/Ib, HECIOCOOHYI0
K CIIOHTaHHOI perpeccun. PocT omyxomm, pacrnonoXeHHO! y OTBepCTUs
MoHpo, CBsI3aH C pUCKOM PasBUTHSI OCTPOIL Tupporedanumn.

5. «kKucTonopgo6HbIe» Mopa>keHn 1.

6. AreHe3us/myCIIa3us MO3OINCTOTO TeJIa.

7. Temumeransunedanus, mm3sHIedanms.

8. BHyTpuyepenHble apTepuaabHble AaHEBPYU3MBI.

BeleniepeuncieHHble OPaXKeHUsI ACCOLUMUPYIOTCS C SMUIENITUIECKIUMU
IPUCTYIIAMY, YMCTBEHHOI OTCTA/IOCTBIO, HAPYLIEHVSIMU IIOBEfIeHI s, TUPO-
nedanneir. YeMm paHblite feO0OTUPYIOT HEBPOIOTMYECKIe HAPYILICHUs, TeM
cepbe3Hee [IPOSIBIIEHSI YMCTBEHHOI OTCTATIOCTI VM HAPYIUEHIT IIOBEJeHIIsL.

[narHocTtrka

Tpynuoctn guarnoctuku TC cBsi3aHbI ¢ HecHeMPUIHOCTBIO KIMHIYe-
CKOJ1 KapTVHBI 1 BO3PACT3aBUCUMBIM 1e0I0TOM CUMIITOMOB. JlaHHbIe Maly-
eHTBI B TeYeHNMe >KVM3HU HAOMIOAI0TCs BpayaMy Pas/MYHBIX CIIEI[MajIbHO-
CTel1, IO9TOMY TOTIBKO MH(POPMUPOBAHHOCTD CIEIVATICTOB 00 0COOEHHO-
CTAX JAHHOTO 3a00J/IeBaHNs, a TAK)Ke COIJIACOBAHHOCTD UX JIEVICTBUIT MOTYT
obecrednThb BBIOOP MPaBUIBHON TAKTUKY BeJleHNs O0MbHBIX.

OdTanbMonor BHIMONHSET OIpefieNeHIie OCTPOTHI 1 HOJIeil 3peHNs; OC-
MOTp IJIa3HOTO JHA /51 OOHApy)KeHMsI TaMapTOM B CeTYaTKe, OTeKa COCKa
3PUTENBHOTO HepPBa; OCMOTP I/IA3HOTO {HA C IOMOLIbIO 1I[€/IEBOII TAMIIBL.

JlepMaTosior BbIAB/IAET Hanmu4ye 6yropkos pasmepom fio 0,5 cM B fname-
Tpe Ha KO)Ke BOJIOCKCTOI YacTy TOJIOBBI; YYaCTKOB 00eCI|BeYMBaHNUsA KOXMI
B BUJIe «IUCTbEB»; IIATEH LiBeTa «Ko(e C MOIOKOM». BHOICHA YIUIOTHEHMI
Ha TIOBEPXHOCTM KOXKJM IIPOBORUTCSA /IS BBISABICHMS METaHOLUTOB, KOTO-
PBIX HeT NP CXOXKeM 3a00/IeBaHNI — BUTU/INTO, @ TAKXKe [/Is1 OLIpeJie/IeHNs
yBeJIMYeHNs KONMYeCTBA KO/IATEHOBBIX ITyYKOB B IIAaTPEHEBbIX O/ISIIKAX.
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Hesporor onpepenser Haau4ne NHTE/UIEKTYaTbHBIX PacCTPOVICTB, CYRO-
PO>KHBIX IPUCTYTIOB, APYTUX HEBPOIOTMYECKIX MTPOSBICHMIL.

Ypornor ompepenser Haauuue KOOPOKAaYeCTBEHHBIX OIMYXOJeN ¥ KIUCT.
ITpu mopa>keHUM IOYEK B KPOBY BO3MOKHO IOBBIIIIEHVE YPOBHS IIPOALYKTOB
obMmeHa 6erka (KpeaTVHIH, MOYeBIHA); BO3MOXKHA FeMaTypH L.

Kappnornor ¢ moMouibio axokapauorpaduy BhIABIAET HaIu4ye OyTOpKoB
B ceppieuHoit MblIe. O6s13aTeNbHO IPOBeieH e 37IeKTpoKapauorpapum.

IIpy reHeTMYecKOM OOCIENOBAHUY BBLIABIAITCA U3MEHEHUA B TIeHaX
TSCI n TSC2. IloprsepxpenHHas narorenHas myrauusa TSCI wnmu TSC2 Bbl-
CTyTaeT IJIaBHEWIIM KPUTePIeM, JOCTATOYHBIM /I IIOCTAHOBKY IMarHO3a
«TyOepO3HBIil CKIIepO3».

Komnbiorepnas tomorpadusa (KT) adpdexrnBHa B BbIABIEHUN KaIbIy-
¢uIMpPOBaHHBIX MHTpalepebpanbHbIX o4aroB y 6onbpHbIXx TC. B ornnmune
ot KT, maruurtHo-pesoHancHas Tomorpadus (MPT) ocobenno adpdexrns-
Ha B JVMArHOCTMPOBAHMM HEKa/JbIU(PULINPOBAHHBIX MHTPAKPAaHUAIbHBIX
U 9KCTpaKpaHUa/IbHBIX 09aroB IIOPAXKeHN, 2 TAK>Ke B BBIABICHUN LIMPOKO-
TO CIIeKTpa COIyTCTBYIomel natonorvy npu TC.

MPT nomoraer 06Hapy>kuThb cuMITOMBI TC Ha CaMBIX paHHUX CTAJVAX
ero pasBUTHA, YTO CIIOCOOCTBYeT 3¢pPeKTUBHOMY /IeYEHUIO B PAHHEM BO3-
pacte. IIpu MPT-uccnegoBanuu nauneHToB ¢ TC HEOOXOAMMO BBIABIATDH
crepyoye o6pa3oBaHyA:

1. Cy6snennuManbHble Oyropku — Hambormee crenyUYHBIN IOKasa-
Temb. [IpUMEHAIOTCA MMITY/IbCHBIE IOC/IEOBATe/IbHOCTY, B3BEIICHHbIE II0
T1 (TIW - kopotkue TR/TE) u mo T2 (T2W - gpnunnsie TR/TE). Ognako Ha
MPT-ToMorpaMmax B3BelleHHbIe IO T1 Ka/lbLMHNPOBAHHbIE OYary MOTYT
OBITb M3OMHTEHCHUBHBI K CEPOMY BeIL[eCTBY, OCOOEHHO IPY MCIIO/Ib30BAHUN
HV3KOIIO/IBHBIX CUCTEM.

2. Pacmpenmne u frepopManinio KeyTOIKOBOI CUCTEMB, @ TAK)XKe ITOBBI-
IIeHJe NHTeHCUBHOCTY curHana B T2W u camkenne B TIW nepuBeHTpuky-
JISIPHO OT 0eJI0TO BelljecTBa.

3. KopTukanbHble ¥ CyOKOPTMKa/JIbHbBIE OYary IOBBIIIEHHON WHTEH-
cuBHOCTU curHana B T2W u nsorunonHtreHcuBHble B TIW. [laHHbIEe oyaru
B HaMOOJIbIIIell CTeTIeHY BT Ha Ha/lMN4Me SMMICNTUYeCKUX HPUCTYIIOB,
CHIDKEHV A MHTE/IeKTA.

4. Oyaru geMyenMHNU3ALN.

5. AHOManuu pasBUTHAL.

6. Hapy1ieHne KOpKOBOJ apXUTEKTOHUKMA.
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Ilepsuunvie u 6mopu4Hvle NPUIHAKU MYOPOIHO20 CKIePO3a

IlepBuyHbIe NPU3HAKM Bropuynbie npusHaKu

Anrnodpubpomsl muia nmy GrubéposHbIe MHorouncIeHHbIe YITYO/IeHNS B 9MaIn

6Ky Ha 16y 3y60B

HeTrpaBMaTiyecKkyie OKOJIOHOTTeBbIe TaMapTOMaTO3HbIE PeKTa/lbHbIe HOIUIIBI

¢$ubpomsr

I'mnonurMeHTHbIE sATHA (00blIe TPEX) KocTtHble KucThl™

Y4acTOK «IIarpeHeBO KOXI» MurpaluoHHbIe TPAKTEI B 6€/I0M BelleCTBe
TOJIOBHOTO MO3Ta

MHO)XecTBeHHbIe TaMapTOMBI CeTYaTKI DubpoMbI fleceH

KopxoBble Ty6epch TaMapTOMBI BHYTPEHHUX OPIaHOB

Cy6sneHjuMaIbHbIe Y37IbI AXpOMaTU4eCKUI y9aCTOK CETYATON
060/104KH I71a3a

I'MraHTOK/IEeTOYHAs aCTPOILUTOMA I'MIonurMeHTHbIE MATHA «KOH(ETTI» Ha
KOXe

PaboMIoMBbI cepiilia MHO>KECTBEHHBIE MM | MHOKeCTBEHHbIE KVMCTbI II0YeK
ONVTHOYHbIE

JInm¢aHT101eiTOMITOMATO3 TeTKIX

MHOXeCTBeHHbIe aHTIOMMOIUIIOMBI ITOYEK

"TpebyeTcs rucTomorndeckoe HofTBEpKIeHME

" IoCTaTOYHO PEHTTE€HOMOTYEeCKOTO TOATBEPKAEH NS

[Ipy HanM4MM SNMIENTUYECKUX IIPUCTYHNOB HEOOXOAVMO IIPOBefeHNe
S

Pannsasa puarnocruka TC o Hayazna IpUCTYIIOB BO3MOXKHA, M OHA CTa-
HOBUTCA K/IIOUEBON [JIA JIEYE€HNA SMMICNICUM U YIYYIIeHNA KOTHUTUBHBIX
pe3ynbraToB. B OCHOBHOM TaKas [MarHOCTMKAa OCHOBAaHA Ha KIMHMYECKUX
npusHakax, MPT romoBHoro mosra, sxokapamorpadmumu, aepmaronormye-
CKOM 00CTIeloBaHIM, TeHeT4ecKoM TectupoBanuu [80]. [Ipenaranbhas nin
paHHAA MHQaHTWIbHAA AuarHoctuka TC fo Havala SIVJIENICHM TO3BOJIAET
OCYIIeCTB/IATh paHHee BMEIIaTeIbCTBO B IIPOLIeCC SMMIenToreHesa [18].

B 1998 r. 611N IPUHATHI [UATHOCTUYECKYE KpUTepun 3aboeBaHm (Ta-
6nua).

Hecomuennsiit guarao3 TC cTaBuTCSA IpyU HaIMYMM OLHOTO VWIIN JBYX
MIEPBMYHDIX IPU3HAKOB +[BYX BTOPMYHBIX IPU3HAKOB. BO3MOXHBIN JU-
arHo3 — OJIHOTO IIEPBMYHOIO IPM3HAKA + ONHOIO BTOPMYHOIO IIPM3HAKA.
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27.12.2004

AX T2 PROPELLER MONIKI Sag CUBE (3D) T1

Puc. 3. Cybanenoumanvhoie y3nvl (ykazanvl cmpenkamu) y nayueHma
¢ my6epO3HLIM CKTIEPO3OM

IIpenmono>XxuTeNnbHbIN GMarHO3 — OFHOIO IEPBMYHOTO NPU3HAKa WM gBYX
1 607Iee BTOPMYHBIX IIPU3HAKOB.
Ha puc. 2 u 3 npencrasrenst MPT nanmenTtos ¢ TC.

JNeuerve
OcHOBHasI 1je/1b JIe4eHNs — 0becriedeHne MaKCUMaTbHOTO KadyeCTBa XKU3-
HYI IPU MUHUMYMe TOO0YHBIX 3P PeKTOB.
['maBHBIE HATIPABIEHN I TEPATINY BK/IIOYAIOT: JIedeHe HOBOOOPa30BaHMIL,
rugpouedany, SNMUISTICUY, KOPPEKINMI0 MUTOXOHAPUANTbHOI IUCPYHKINN,
HEeJPOTICYXOTOTMYECKUX PACCTPONICTB, OCTIOKHEHUI 3a00/1eBaH .
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YnaneHue MeIIaoUVX OIyX0/Iell OCYIIeCTBIACTCS XUPYPIUIecK, d/IeK-
TPOKOATY/IAIMell, KpUOAeCTPYKIMeil, 1asepoM U Jip. [l ycTpaHeHUA I'ii-
npoledanny NIpUMEeHAIOTCA ITYHTUPYIOI e ONlepaliui, JerUApaTalIOHHbIe
Ipenaparsbl.

[Ipy yrpokamomux >XN3HN ITOYeYHBIX KPOBOTEUEHNAX IIOKA3aHA HEOT-
noxkHasgs HedppakroMmsa. Ecnmm aHrMonmmomMmomaros IodYek OmsiaTepael,
IPUMEHSAIOT 5MOOIM3ALMIO TTOPAXKEHMsI WIN IIPOBOAAT YacTUYHYIO Hed-
pakroMuto. CepfieyHast HEOCTATOYHOCTD NPV PabIOMUOMe Cepylia TeUNTCsA
TO/BKO TepaINeBTUYeCKNMU cpencTBamu. [Ipy mopa>keHnn nerkux mnpume-
HAETCS IPOTeCTEePOH.

[Tpo6rembl, CBsA3aHHBIE C YMCTBEHHOI OTCTAIOCTDIO ¥ GU3NYECKUMM He-
JOCTAaTKaMU, TO/DKHBI OBITh KOPPUTUPOBAHBI C yYacTUEM KJIMHNYECKUX IICH-
XOJIOTOB VIV IIEHTPOB TI0 MO e p>KKe HBATNIOB.

[17151 TofaBIeH s OHKOTeHe3a IIPUMEHAI0TCSA MHTMOMTOPBI Ty TV CUTHAIb-
Holt TpaHcayknyy mTOR (FKBP12-rapamycin associated protein, FRAP) -
palaMMINH, CUPOIUMYC, 9BEPOIUMYC, TEMCUPOINMYC. PamaMnuny u sBe-
POMMMYC OKa3bIBaIOT TepaIleBTIYECKOE BO3/EICTBIE B OTHOLICHUN pasMe-
POB VI MUETMHN3AIY HEIPOHOB.

Koppekuynsa MUTOXOH/pranTbHOM ANCPYHKIVN OCYIIECTBIACTCA C IIOMO-
mbio L-kapHuTNHa, k0sH3uMa Q10, JInmoHTapa.

JI7151 KOppeKUMM OCTIOKHEHNIT 3a00/IeBaHIA VICIIONIb3YIOTCS aHA/IbT € TUKIA,
aHTUJEIPeCCaHThl, aHTUOMOTUKI, JUYPETUKIY, APYTUe KTAaCChl IPENapaToB.

[IpoTuBOSIM/IENITNYECKAS TepANNs CBOAUTCA K Ha3HAUCHNIO aHTUIIPU-
CTYIHBIX MEAMKAaMEHTOB, XMPYPrUYecKOMY YAAJeHUIO SINJIENITOT€HHOTO
odYara, CTUMYJIALVY Oy>KAIOIIero HepBa, KeTOTeHHOI ineTe.

MepuKkaMeHTO3HOe JIe4eHNe Pas3NMYHBIX SMMUIENTUIeCKUX CUHIPOMOB,
BcTpevaromuxcs npu TC, HanpuMep, MHPAHTUIBHBIX CIIA3MOB, OIVCAHO
B COOTBETCTBYIOLINX pasfenax gaHuoro nmocobms. [Tpu TC cnenyer usberarsp
HasHa4YeHNs TONMpaMaTa B CBA3M C PUCKOM KaMHeOOpa3oBaHNUsA B ITOYKaX.
Tak>ke HeOOXOMMO OrpaHNYMBATH 6apOUTYpaThl ¥ OEH30AMA3EINHEL, 00/1a-
farollye cefaTUBHBIM 3 eKTOoM, Y MALMEeHTOB C 3aTPYJHEHUAMU B 00yde-
HuN. PeKOMeHyeTcsl ¢ OCTOPOXKHOCTBIO Ha3HAYaTh KOPTUKOCTEPON/IbI TP
MHQAHTUIBHBIX CIIa3Max y jieTeil ¢ pabmoMmuoMaMm cepyla 13-3a BO3MOX-
HOCTM pocTa 3TuX omyxorseit [56]. Kpome aTOro, KOpTMKOCTEPOUABI MOTYT
BBI3BIBATb aPTEPUAIbHYIO IMIIEPTEH3NUIO (IIPU MOMNKICTO3HON 00Ie3HNM Mo-
4eK), 0CTeONO0pPO3, A3BEHHYI0 00/Ie3Hb JKeNMyIKa, CHIDKeHMe MIMMYHNTETa.

EBpomnerickue peKkOMeHHaLMy NPEAIIONAaraloT paHHee BBeleHMe BuUrada-
TPMHA NPV BO3HMKHOBeHNUM Ha DIO[-3aNNCAX UKTATbHBIX PaspsA/OB, C KIN-
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HUYeCKUMU NposBneHuAMM mwmy 6e3 Hux [80]. Burabarpmu MoxxeT mpu-
MEHATBCA IS JIedeHNA JleTell ¢ CYyOKIMHNYeCKUMY SIMIeNTU(POPMHBIMU
paspsagamu 93T [27], a Tak>ke CHMIKATb 4acTOTY IIPUCTYIIOB Yy NMAI[MEHTOB
¢ hapMaKOpesNCTeHTHO annencuer (46, 51].

ITpodunakrudeckoe nedenne puradbarpuroM geteii ¢ TC 6e3 cynopoxHo-
rO aHaMHe3a CHYDKAeT PYUCK KIMHUYECKUX CYOPOr U MH(AHTUIBHBIX CIIa3-
MOB [52]. OfHaKo Ipy ero mpueMe CyLjecTBYeT OIACHOCTDb IoTepyu nepude-
PUYECKOTO IOJIA 3PEHMA 3a CYeT M3MEHEHN A CTPYKTYpPbI ceTyaTku [33].

ITepcrieKTMBHON NpeACTAB/IAETCSA pa3paboTKa IpeIapaToB, MHTUOUPY-
fomx mTOR-daxrop [26]. B HacTOAICE BpeMA IPUMEHAETCS 3BEPOTMMYC
[76, 89].

KOoHTpO/Ib NPUCTYNIOB ¢ IOMOIbIO COBPEMEHHBIX IIPOTUBOIIUICITIYE-
CKUX IIperapaToB 4acTO ObIBaeT HEYNOBIETBOPUTEIbHBIM, YTO HPUBOLUT
K TTO/IMIIParMasuim.

ITpu HeaHeKTMBHOCTY MOHOTEPANNH MALMEHTH MOTYT IE€PEBOAUThCA
Ha KOMOVHVPOBAHHYIO TepaINIo ByMs IIpenaparaMu. Eciu sxe u oHM OKa-
3amuch Hea((PeKTUBHBIMMY, C/IefyeT HadaThb IIPUMEHATb METOJbI JIeUeHMS
dbapmakope3nCcTeHTHOI smunencun [2].

TC npu ycnoBuy KoMIleHcanuy HapyLUIeHHbIX QYHKI[MII OpraHn3Ma I10-
3BOJISIET BECTY MPOAYKTUBHYIO KU3HB, IIPU TsXKeNbIX popMax 3a00meBaHMA
Hens6e)xHa nHBamuausanys. Cpeay Hanbosee pacpoCTPaHEHHBIX IIPUYNH
cMeptu Y 60mbHBIX ¢ TC BBIENAIOTCA SMWIENITUYECKUIT CTaTyC, OPOHXO-
ITHEBMOHN 1, I0YeYHa 1 HeJ[OCTATOYHOCTD, MH(EKIVIOHHbIe 0OTIe3HIL.

ITpodpunakruka paspurus TC 3akoyaeTcs B IPOBeeHNN MeANKO-TeHe-
TUYECKMX KOHCY/IbTAIlVIT Ha 3Talle IVIAHNPOBAHN A O€PEeMEHHOCTH.

Ha MOMeHT HaImcaHusA M0co6ysl OCHOBHBIMYU PYKOBOAAIIMMU TOKYMEH-
TaMM 110 [UATHOCTUKe 1 JiedeHuIo feteit ¢ TC, meficTByOImNMM Ha TEPPUTO-
pun Poccniickoit epepanun, ABAAOTCA CIERYIOLINE:

1. ITpukas Munsgpasa Poccun ot 29.12.2012 Ne 16971 «O6 yTBepKieHUN
CTaHJapTa CHeLMaNM3YPOBAHHON MEANIMHCKOI IOMOIIY JeTAM Ipu TyOe-
PO3HOM CKJIepo3e».

2. QepepanbHble KIMHNYECKNE peKOMEHJauNM (IPOTOKO/IBI) IO JYarHO-
CTHUKe I JIeYeHVI0 TyOepO3HOTO CKJIepo3a y fieTeit (paspaboTansr 15.02.2013,
YTBep>KJeHbl Ha IpoQUIbHOI KoMMccuM B paMkax [V Bamruiickoro koH-
rpecca 1o gerckon Hesponoruu 04.06.2013.
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Cunpgpom Ltypre - Bebepa

Onpepnenerve
Cunppowm lltypre — Bebepa (cuH.: sHLIedanoTpureMHaAbHBIN aHTMOMA-
TO3) — CIIOpafindecKyl BO3HNKalollee 3a001eBaHme, IIpu KOTOPoM GOpMUPY-
IOTCSI aHTMOMBI MATKOJ MO3TOBOI 000I0OYKHM V/VIV KOXKY JIMLIA B IIpOeKIUN
BeTBeJ TPOMTHNYHOTO HepBa. [1py mopakeHuu MATKOI MO3TOBOJ 000/I04KY
Yalile BCEro pa3BUBAeTCA SMUJIENICUSL.

VcToprnueckas cnpaska
Cunpgpom lItypre — Bebepa 6bu1 onmcan B 1879 r.W. Sturge, KOTOpblit
BIIEpPBble OObeJVHII KO>KHbIE 11 HEBPOJIOTMYeCKIe NPOsBIeHNs 3ab0eBa-
Hus. ITosguee F. Weber onmcan BHYTprMO3roBble KaabIUpNUKaThI IPY JaH-
HOJI matonorun. B fanbHerinem 3aboneBaHye ObIIO HA3BaHO B MIX YeCTb.

nuaemnonoris
3aboneBaemocts cunpgpomoM llItypre — Bebepa (CIIIB) orjeHuBaercs Kak
1 ciryyait Ha 20 000 — 50 000 >xuBopoXxzeHUI [78]. DTO TpeTuii Mo pacmpo-
CTPaHEHHOCTY HeVPOKOXKHBIN CMHIPOM IOC/Ie Helipodubpomarosa 1 Tybe-
po3Horo ckeposa [21].

JTMonaToreHes
Cunpgpowm Iltypre — Bebepa — criopafgudeckyt BO3HMKaOIee HapyIIeHe
pasBUTHKA, BbI3BAHHOE COMATMYECKMMMU MyTanuaAMu B reHe GNAQ, KoTo-
PBIIT paconoXeH Ha JIMHHOM IIlede 9-11 XpoMocoMbl. Kpome Toro, BKIaf
B BO3HUKHOBEHME JAaHHOTO 3a00/IeBaHM s MOXKET BHOCUTD He[JOPa3BUTVE BeH
C KOMIIEHCATOPHBIM pacIlypeHreM IIPOKCUMaIbHBIX COCYLOB ¢ pOpMMUpPOBaA-
HIEM aHTVIOM.

KnvHuyeckas KaptrHa

AHTMOMBI MOTYT JIOKa/JIM30BaThCA HA JIMIE M/UIN B MATKOW MO3TOBOI
obonouke. IIpn GpopmMupoBaHNM KOKHBIX aHIMOM Yy MAIVIeHTa Ha JINIie BU-
3ya/lIM3UPYIOTCS CUHIOIIHO-KPAaCHbIE «BMHHBIE IIATHA» («IIAMEHEIONil He-
BYC») B 06/1aCT BeTBel TPOITHMYHOTO HepBa. OOBIYHO KOXHBIE TPOsIBICHIS
OJHOCTOPOHHUE, IPUCYTCTBYIOT IPY POXKJAEHUN M OCTAIOTCS HEM3MEHHBIMU
C BO3PACTOM, 4YTO OTIMYAET X OT FeMaHTMOMBI.

Y manumeHTOB MOXKET BO3HMKaTh IJlayKoma. Ecim aHrmoMamm mnopa-
JKeHbl KaK BePXHIe, TaK ¥ HIDKHME BeKM, PUCK ITTayKOMbl YBelIMYMBAETCH.
I'mayxoma mo4Ty BCerfa MICUIaTepaabHa IO OTHOUIEHNUIO K «BIHHOMY IIAT-
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Hy» Ha nuije. [lopakeHne r71a3 B M/IaleHYeCTBE MOXKET IIPOSIBIATHCS YCU-
JIeHVieM KpPOBOCHA0>KeHM A KOHBIOHKTVBBI, YBETMYEHNEM I71a3, KOCOITIa3leM
U YCUJIEHNEM CJIe30Te4eHM . AHIMOMBI MOTYT (pOPMUPOBATBCA B COCYAM-
CTOiT 000/104Ke I71a3. XOpMONaIbHble aHTMOMBI PAaCTyT MeJI/IEHHO 1 00bIY-
HO He BBI3BIBAIOT HMKAKUX CUMITOMOB. CeT4aTKa, IIOKPBIBAIONIAS XOPUO-
UJJaIbHYIO AHTYIOMY, MOYXKeT OBITh HOPMa/IbHOI; OHAKO BO3MOXKHA aTpodus
unu nponudeparys KIeTok, OTCIOeHe CeTYATKIL.

HekoTopble MaljueHTh UMEIOT SHIOKPUHHbBIE HAapyLIEHM, BK/I0Yas Jie-
¢buut comarorponuua [58].

Y MHOIMX IAIVIeHTOB pasBUBaeTcs ammerncusd. [Ipuctyn o6bdHO Ciy-
JKUT TIePBBIM HeBponmorndeckum nposisnenuem CIIB. Y 60mpHbIX Ha TepBOM
TOAY >XM3HM MOTYT HaOMIOaThCs MHQAHTUIbHBIE CIIa3MBl, 32 KOTOPBIMIU
CTIe[yIOT aTOHMYECKIe, TOHNYECKIe NIV MMOK/TOHMYeCK e IPUCTYIIbL, op-
MUpYyIecs K 3 rogaM. Y HEKOTOPBIX NAIVIEHTOB HAOMI0NaeTCs Iepexof
($OKaIbHBIX NPUCTYNOB B OMIaTepajibHble TOHMKO-KJIOHMYeckue. JacTo
OTMedYaeTcsl 3afiepXKKa PasBUTUA M YMCTBEHHAsI OTCTANIOCTh. TakKe Xapak-
TepPHbI TeMUIApe3, TeMUAHOICUsI, MUTPEeHb, OCTPOe HapylleHle MO3rOBO-
r0 KpOBOOOpaIeHNs 110 UIIeMUIECKOMY TUITY. MUTpeHb MOXeT HadaThCs
B IETCTBE M CIIOCOOHA MPOBOLMPOBATh MMIENTIYECK)e TIPUCTYIIbI U 3IIN-
307bl TPaH3UTOPHBIX Muiemudeckux arak (TVIA). Ilpuctynsl o6bIYHO CcO-
IPOBOXX/JAIOTCS YBE/IMYEHMEM reMuIapesa. JacTo MpUCTYIBI CO BpeMeHeM
CTAQHOBSATCS HEBOCIIPUMMYMBBIMM K JIeKAPCTBAM.

Kaxk rmpaBuio, HeBpOIOTMYeCKMIT CTATYC CTAOUIM3UPYETCS K LIKOTBHOMY
BO3pacTy. BeposiTHO, 3TO YaCTUYHO CBSI3aHO C MOBBIIIEH)EM IIOPOTa Pa3BU-
TV IIPUCTYIIOB Y JieTell CTapIIero BO3pacTa ¥ OTKPBITYEM KOJIaTepalTbHbIX
ITyOOKMX JIPEHa>KHBIX COCYJOB, KOTOpPbIE Y/IyYIIAIOT BEHO3HBINI OTTOK U,
CJIefIOBATE/IbHO, CTAOM/INBUPYIOT IepPy3UI0 B IIOpaXKeHHOI 06/1acTH.

B mopmpocTkoBOM BoO3pacTe smmiencus, Murpeb u TVIA moryt cHo-
Ba CTaTh OO/ee cepbe3HOIl MPO6IeMOit, XOTSI OOBIYHO He C TaKOil CTeleHbIO
YXY/IIeHNsI, KaK B M/IafleHYeCTBe I paHHEM JIeTCTBe.

OO6BIYHO HEBPOIOIMYECKMII CTATYC Yy B3POCIBIX 60sIee cTabuIeH, OfHAKO
Y TOXMIBIX JIIOfiell MOTYT HOSIBUTHCS HOBBIE HEBPOIOIMYECKUE PACCTPOIi-
CTBa, IPO6IEMBI C TAMATBIO M/IV HACTPOEHNEM, YTO MeeT CBOMM pe3y/IbTa-
TOM YXyJLIeHVe TedeHN s SIIETICHN.

B HeKOTOpBIX C/y4asix IepBble HEBPOMTOTMYECKUE CUMIITOMBI NPOSIBIS-
I0TCSl BO B3pOC/IOM Bo3pacte. [IpycTymbl y 9TUX MaIVIeHTOB, KaK IMpPaBUIIo,
Jlerde KOHTPOIMPOBATh MEAVIKAMEHTO3HO 11 3a00/IeBaHNe B MEHDbIIIell CTelle-
HU CBA3aHO C MHCYnbTaMu [14].
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[uarHocTtrka

Iuarnos cunppoma llItypre — Bebepa ocHOBbIBaeTCS Ha MATOTHOMOHU Y-
HBIX KIMHINYECKUX CUMIITOMAX, pesynbratax MPT Mosra ¢ KoHTpacTupoBa-
HIEM, O(I)Ta}IbMO)'IOI‘I/I‘{CCKOM nccnemoBanuy u Y3V rimasa.

[TanueHTHI ¢ KOKHBIMU 1 IJIA3HBIMU NIPOSIBJIEHNSIMU € HOpManbHOI MPT
TOJIOBHOTO MO3Ta B Bo3pacTe 1 rojia, ckopee BCero, He Oy[yT IMeTh ITOpae-
Hlle MO3Tra B OyayIeM.

ITpu nopakeHun ronosHoro Mosra Ha MPT o6Hapy>xmBaloTcs M3MeHe-
HIA 3aTBIIOYHBIX VM BUCOYHBIX foseit. Pesynbprater MPT 3aBucAT ot cTagun
3aboneBanus. Ha panHeit crajuu oTMedaeTcs mpexopsas runepuepdysus
C YCKOPEHHBIM CO3peBaHIeM MIENNHA, IeNITOMEeHHTea/IbHOe YCUTIeHNe TP
KOHTpacTupoBaHuu (HabmogaeMoe Kak U3BUINCTOE YCUIEHNE BIOTb 60po3]
HO/TyIIapuil MO3Ta) ¥ orpaHnveHHas Audysns, ecim ecTb COMYTCTBYIONee
OCTpOe HapylleHue MO3TOBOrO KpoBooOpamieHMs. B mosgHeit cragum mno-
BBIIICHHBII CUTHAJI Ha pexxuMe T2 HabmogaeTcsa B 06/1acTy I11103a CO CHMU-
JKEHIeM IMATbHOTO YCVJIEHMS U KOPTUKAAbHON arpodueit. OTCYTCTBYIOT
IIOBEPXHOCTHbIE KOPTUKA/TbHBIE BEHBI C BBIPAXKEHHBIMU ITTyOOKUMY MO3TO-
BBIMI1/CY09TIeHIIMa/IbHBIMI BeHAMI 1 YBEIMYEHHBIM COCYANCTBIM CIIIeTe-
Huewm. [Ipuy MPT kanbimeukanny Bugast Ha T2- unn SWI-pexnmax kak 06-
MacTV TIOTepY CUTHAJIA BIOTb U3BMU/INH. XOPMOUIATbHbIE AHTTIOMBI MOYKHO
yBugerb Ha MPT Kak ycuieHue 3afHETO C/I0s COCYAMCTON 0OOIOUKM IT1a3-
HOTO 510/10Ka TPV KOHTPACTUPOBAHUIL.

IIpy peHTreHOMOrMYecKOM WCCIeOBAaHNUN dYeperna OOHAPYKMBAIOTCA
IABYXKOHTYPHbIE M3BIINMCTBIE KaJbIV(PUKALUY, COIPOBOXKAAOI[ME MO3TO-
Bble apTepyy, KOTOpbIe K/IACCUYEeCKM Ha3bIBAIOT CUMIITOMOM «TPaMBaifHbIX
penbco». KT Tak >xe mo3Bo/isieT 0OHAPYXUTb KaabLN(UKATI; KPOME TOTO,
OHa MOXKET [T0Ka3aTh U IpyTue U3MEHEH, TaK/e KaK aTpoQsi KOPbI U JIeTl-
TOMEHVHT€aIbHOE YCUIeHVe IIPY KOHTPACTUPOBAHMNIL

[TanyeHTaM ¢ mpucTynamu obs3aTenbHO mposogutcs Il -uccnegoBanne
(nmpepmouTuTenbHO Buieo-OI[-MoHUTOpUpPOBaHNe).

[TosuTpOHHO-3MUCCHOHHAA TOMOrpadusa ¢ PTOPAEe30KCUITIOKO30I MO-
JKeT OBITD I0/Ie3HBIM METOMIOM JI/IsI M3y4YeHMsI iepebpanbHOro MeTabonmusma
y mauneHnTos ¢ curgpomoM llItypre — Bebepa. IlopaskeHHas 061acTb 06bIYHO
XapaKTepuayeTcsi TMIepMeTaboIM3MOM Ha PaHHMX CTa[VAX C TUIIOMeTabo-
MM3MOM Ha nospHelt craguy [20]. ITosuTpoHHO-9MMCCHOHHAS TOMOTrpadusa
MOYKeT MCIO/Ib30BaThCA MPY IJIAHMPOBAHUM XMPYPIUUECKOTO BMeIaTe/lb-
CTBa, KOTZIa pe3eKUMA KOPTUKAIBHOTO C/I0A TpeOyeTcs [ JedeHns TPya-
HOM3/IeYVMBbIX NIPUCTYTIOB.
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JleyeHne

Cnennduyeckoro nedenns CIIB nve cymectByer. OcHOBHaA Lielib — MU-
HUMM3MPOBATh AKTMBHOCTb IIPUCTYIIOB C MOMOIbI0 AHTUIIPUCTYIIHBIX Me-
nukaMeHTOB (AIIM) n XMpyprudeckux MeTOOB JIEUEHN S, IOCKONbKY IIPH-
CTYIBI CO BpeMeHeM YacTO CTAHOBATCA (PapMaKOPe3UCTEHTHBIMIL.

K AIIM BeI6opa oTHOCUTCS KapOamasenuH. Tak)ke MOTYT Ha3Ha4aThCs
(eHNTONH, BaJIbIIPOAThI, TONMPAMaT, OKCKap6a3ennH 1 pyrye mpenapaTsl.

Xupyprudyeckoe BMELIATETbCTBO MOXKET OBITh PaCCMOTPEHO Yy HallVieH-
TOB, KOTOPbIM KOHCEpBAaTMBHAsl Tepalys He IIOMOIaeT, 1 OHM IIPOJIO/KAIOT
CTpafiaTh OT pedpaKTepHBIX IpuUCTynoB. Takne BmemrarenbcTsa mpu CIIB
BKJIIOYAIOT reMuc(epaKTOMuIo 1y (GOKANTbHYIO pe3eKI[MI0 SN/ TOTeHHO-
ro ovara. [TanMeHThl ¢ JBYCTOPOHHVM ITOpPaXKeHMEM MO3Ta OOBIYHO He IOJ-
XOMIAT Ji/IA Oollepalyi.

Kpome 3TOro, nanueHTaM MOT'yT Ha3HA4aThCsl HU3KE JJO3bI alleTU/ICATIN-
LIVJIOBOJI KMCIIOTBI, TaK KaK OHU JIOKa3ajy CBOIO 9 (PeKTUBHOCTD B CHIUXKe-
HUY 9acTOThI mpuctynos u TUA [15].

ExeropmHoe odranpMonornyeckoe 06ciefoBaHNe peKOMEHAYeTCs, axe
ec/y paHHee 00C/IefoBaHMe TALIMEHTOB He BBIAB/IACT I7IayKoMmy. [1pu Hamm-
YUY TJIAyKOMBI IIPMMEHAIOTCA KOHCEPBATUBHbBIE U XUPYPIUUECKME METO/bI
nedeHns. « BMHHOE IATHO» MOXXHO BBIJIEYUTD C TIOMOLIbIO JIa3€PHOI Koary-
ALY, KOTOpasi MPUBOJUT K HEOOPATMMOMY MOBPEX/IEHNIO KPOBEHOCHBIX
COCY/I0B 6€3 IIOBPeX/eHNS APYTUX YIACTKOB KOXKIL.

Cnngpom PetTa

Onpepenerne
Cungpom Perra — X-clLienieHHOe TOMMHAHTHOe 3abojeBaHMe, OOBIYHO
HabTIofjaeMoe y JINI] )KeHCKOTO TI071a, ITPY KOTOPOM, KaK IIPaBIUJIO, 3a IIepuo-
JIOM HOPMaJ/IbHOTO Pa3BUTHA CIIEAYeT perpecc paHee IMpHMOOPEeTEHHBIX HAaBbI-
koB. IIpy jaHHOIT 60/Ie3HN YaCTO pa3BUBAETCS SMMUJICTICUSL.

VicTopurueckas cnpaska
Cunppom Perra HasBas B yecTb Andreas Rett, KoTopblit B 1954 I. mpefmiono-
XKWJI eV HOe 3a00/IeBaHNe Y IEBOYEK CO CXOKMMM KIMHNYECKVIMY CMIITOMAMIA,
BKJTIOYAIOIIVIMY TIICUXMYECKUI PETPECC ¥ CTEPEOTUITHbIE IBVDKEHNA PYKaMIL.

SNVAEMUONOTNA

ITo pasueiM faHHbIM, cuHApoM Perrta (CP) BcTpewaercs ¢ 4acToTOl
1:8000 - 20 000. O6b19HO 3ab0meBaHMe HAOMIOAAETCS Y HeBOYEK, IIOCKO/Ib-
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KY Y HUX UMEIOTCS iBe X-XPOMOCOMBI, OffHa 113 KOTOPBIX MOXKET COfiepKaTh
HOPMa/IbHBI TeH. bo/esHb Tak)Ke MOXKET BCTPEYAThCA Yy JIMI[ MY>XCKOTO
T0JIa TPV HA/JIMYUU JOIOTHUTETBHBIX X-XpOMOCOM, HallpuMep, IpU CUH-
npome Knaitndenbrepa. Manbunku ¢ XY-xpoMocoMaM IIpU JaHHOM 3a00-
JleBaHUM OOBIYHO IOTMOAI0T BHYTPUYTPOOHO, OFTHAKO BO3ZMOXHO POXK/CHNE
JKMBOTO peGeHKa, KOTOPbII NMeeT TsXKeNYIo dHIedanonaTno 1 morndaer
B Te4YeHue 2 JIeT.

JTnonaTtoreHes

Cunppom Perra - X-clienieHHOe JOMUHAHTHOe 3ab0/eBaHye C MyTa-
nuamn B reHax MECP2 (knaccudeckuil 1 Hanbojee paclpoCTpaHEHHBIN
BapuaHT), CDKL5, FOXGI. Yaie Bcero MyTaliuyl BOSHUKAIOT CIIOpajude-
cky1. TOYHBINI MEXaHM3M TOTO0, KaK MyTal[iJ JaHHBIX I'eHOB IpuBoAAT K CP,
HeusBecTeH. bosblas yacTh MccaemoBaTeieil OTHOCAT 3a00jeBaHle K Ha-
PYLIEHMAM pa3BUTUA HEPBHON CUCTEMbl, a He K HellpojiereHepaT!BHbIM
6onmesnsim. OfHa 13 TeOPUIt 3aK/II0YAeTCs B TOM, 4TO fgeduiut MECP2 Bbi-
3bIBaeT HECIIOCOOHOCTH CMHANTUYECKOTO CO3peBaHUs B KOpe TOTOBHOTO
MO3ra.

[Tpn CP nHabmiopaeTcsi yMeHbIIeH)e pasMepOB TOJOBHOTO MO3ra U OT-
Ie/IbHBIX HEeJPOHOB, Hanbosee 3aMeTHOE B JIOOHOII OTI€.

KnnHunyeckne npoasneHmns
CP moppasfaensercs Ha TUNWYHYIO M aTUNNW4YHble (MM BapyaHTHBIE)
¢dbopMbL.
3aboneBaHMe MOXXET IPOABIATHCA MHO)XECTBOM CUMIITOMOB, BKITIOYA:
» AaHOMaJINY OXOfKII;
o IOTEPIO Ile/ICHAIIPAB/ICHHBIX ABVKEHUI PYKaMU, YacTO 3aMEHIEeMBbIX
HOBTOPAIOIMMICSA CTEPEOTUITHBIMM JIBVDKEHUAMU (X/IONKM, TpeHue
u JIp.);
o IOTEPIO peuls;
e HapyILIECHN IbIXaHNA (AITHOS, TUIIePBEH TYUIALIVA);
* 3aMeJl/IeHle POCTa TOOBBL
BonbmmHcTBO feteit ¢ CP poxjaloTcs B pe3y/IbraTe HOpMaIbHOI Oepe-
MEHHOCTH U pofioB. [lo 6 Mecs1eB )XU3HM Y peOeHKa OTMedaeTCcss HOpMailb-
HOe NICYXOMOTOpPHOE Pa3BUTIE, OFHAKO MOTYT IPUCYTCTBOBATh MBIIIEYHAs
TUIOTOHNA, CHVDKEHVE COIIVIATbHOTO B3aVIMOMIEIICTBIA, IIPYUCTYIIBL.
Teuyenne TunmaHOM GOpPMbI 60/1€3HN OOBIYHO XAPAKTEPUIYETCS YETHIPh-
M CTaJVISAIMU Pa3BUTHUA.
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Ha I cragum (6-12 mecsues) HabmogaeTcst OBICTPBIN perpecc: MbIIIey-
Has TUIIOTOHM A, 3alePXKKa KPYITHOJ MOTOPUKI, TIOTEPs HAaBBIKOB IBVKEHMII
PYK/pedn; MeHbIUVe 3pUTEIbHbII KOHTAKT, COI[MAaIbHOE B3aMMOJEIICTBIE
U IHTepeC K UTPYLIKaM; 3aMeJi/IeHlie pOCTa OJIOBBL. DTa perpeccusi MHOTAA
ObIBaeT BHE3AITHOI 11 9aCTO OBICTPOIL, IPOUCXOANT B IIPOMEXXYTKE BpeMeHN
OT Hefienb 1o MecsAIeB. Kak mpaBuio, 9TOT Iep1of, CBA3aH C Cepbe3HBIMY Ha-
PYLIEHMSAMU CHa, Pa3fpa>kUTeIbHOCTBIO.

Ha II crapgum (1-3 roma) HaOMIOZAIOTCS ayTUCTUYECKME OCOOEHHOCTH,
YMCTBEHHAs OTCTaJIOCTb, CTEPEOTUITHbIC IBUXKEHN A PYK, ABUrATeIbHAS INC-
(byHKLMSA, pecIMpaTOpHble HAPYLIEHV S, MUKpoLedans.

Ha III crapgum (3-10 eT) oTMevyaeTcsi BpeMeHHasl WIN MPOLOKUTENb-
Has crabunmsanusa 6onesHu (pasa «11aTo») ¢ BOSMOKHBIMY YTy 4IICHUAMUI
HIOBeJIeHs1, 3pUTE/IBHOTO KOHTAKTa Y VICIIONIb30BaHMA PYK. [I/1s1 HaHHOII cTa-
MU XapaKTEePHO HAda/lo SMMIENTUYeCKUX NPUCTYIOB. DTa CTafusA MOXKET
CTaTb OKOHYATe/IbHOI B pasBUTHUM OO/IE3HM Y IALlMeHTa.

Ha IV cragum (crapiue 10 yeT) HaOMIOAA0TCA [albHelllIee YXy/IIeHMe
MOTOPVKH, CIIACTVYHOCTD/INCTOHA, CKOTNO3.

[TanyenTs! ¢ CP MOTyT TaK>Ke CTpajiaTh OT OpPyKCU3Ma, OCTEOII0po3a, JKe-
JTyOYHO-KMIIEYHBIX HapyIleHu (ractpossodareanbHasn pedmoKkcHas 60-
JIe3Hb, 3aII0p), XOTELVICTUTA, JUCTUTINAEMUN.

Y 6oneeuem monoBuHbl manueHToB ¢ CP pasBuBaeTcss SMMIENCHUA.
3a60/1eBaeMOCTb SMNJIETICUEIL Y e TSKECTDb BbIIIE Y IALMEHTOB C PAHHUM
HavajioM 607esHM 1 60jIee TXKe/IBIMYU HAPYIIEHU MU Pa3BUTHSL.

IIpu CP HeT xapaKTepHOJ CHMMITOMAaTUKM IIepBOro Ipucrtyma. Yame
HabmofaloT GoKaTbHbIE MPUCTYIBI C HAPYIIEHHBIM CO3HAaHUEM 1 OmaTe-
paIbHbIe TOHMKO-K/IOHIYeCKe IPUCTYIIbL. BeTpevyaroTces pebpuibHbIe Ipy-
crymsl. IIpucryner o6pr4n0 noasnarorca Ha II vm 111 cragum 3aboneBanms,
yaliie Bcero B 7-12 yeT.

Y nanuenTos ¢ CP HekoTOpble GOpPMBI TOBEJEHN MOT'YT OBITD OMINO0Y-
HO KJIacCUUIVIPOBAHBl KaK SIMIENTHYECKUe HMPUCTYIbL: CTePEeOTUIIHbIE
IBVOKEHNUA PYK, 3aJep)KKa AbIXaHMA M LIMAHO3, TUIIEPBEHTWIALUA U Xa0-
TUYECKOe JbIXaHUe B COCTOSHUU OOPCTBOBAHMSA, NPUCTAIbHBIA B3IJIAL,
SMM30/bI MOPTAHMA, AVICKITHE3NM JINIIA, SIM304bI CMeXa MM KPUKa, TPeMOop,
AVICTOHNA, CIIACTUYHOCTD ¥ 3MM30AMYecKas aToHnsa. O4eBUIHO, YTO Hellpa-
BIUIBHBIN IMIaTHO3 MOXKET IIPUBECTM K Ype3MEPHOMY JICUSHMIO MAI[VIeHTA.

K arunnynsiv popmam CP 0THOCAT BapMaHT ¢ COXpaHEHHOI pedblo (Ba-
puaHT 3armresia), BpOXKAEHHbIN BapuaHT (BapuaHT PomaHmo) u BapuaHT
¢ paHHUMM npyuctynamu (Bapuant [aHedenbaa).
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Bapuant 3annemna — ¢opma CP, xapakrepusytomascs 6onee yMepeH-
HBIM HapylIeHJeM Lje/IeHallpaB/IeHHOIO IBVKEHUA PYK M MEHee TAXKe/IbIMU
VHTE/UIEKTYa/IbHBIMM HapyIleHnAMN. OTININTeIbHOM 0COOEHHOCTDIO 3TO-
TO BapMaHTa fABJIAETCA BOCCTAHOBJIEHNVE pedM IIOCTIe perpecca, B CpefHeM
B BO3pacTe 5 JIeT, a TaK>XXe PeIKOCTb pasBUTHA snmaencuu. Kak mpasuio,
IIpU JaHHOM BapMaHTe BCTpedaroTca MyTauuy rena MECP2.

Bapuant PoraHpmo (BpoXX/IeHHBINI BapuaHT) XapaKTepU3yeTCs TSKENOoi
3aJIePXKKOIl TICMXOMOTOPHOTO PasBUTUA C HECTIOCOOHOCTBIO XOUTb, TsXKe-
JIO¥ TIOCTHATA/IbHON MUKpoliedanueil, perpeccoM B IepBble 5 MecslieB, Be-
reTaTMBHBIMM (XO/IOJHbIE PYKM M HOTYH, NepudeprudecKue Ba3OMOTOPHbIE
HapyLIeHV A, HAPYIIeHN AbIXaHUsA B OOAPCTBYIOIIEM COCTOSHNN) U IBUTA-
Te/IbHBIMM HapylleHuAMU. Kak nmpasusio, Ipu JJaHHOM BapyaHTe MMEITCA
myTtauuu B rene FOXGI.

BapuanT I'anedenba xapakTepusyeTcss pAaHHUM HAa4ajIoM SIUIeITIYe-
CKVIX NIPUCTYHOB (IO CTafguM perpecca, 00ObIYHO 10 5 MecALeB KU3HU) C MH-
(GaHTWIBHBIMM CIIAa3MaMIU U MMOK/JIOHMYECKVIMY HPUCTYIIAMU, SIUIENTH-
JyecKkoil sHIedanonarreir. IIpy [aHHOM BapMaHTe BCTPEYAOTCSA MYTaLUN
B reHe CDKL5.

[narHocTtrka

B 1988 r. BcemupHas acconmanus o usydeHuo cuaupoma Perra chop-
My/IMpoBana kpurepunu cuaapoma [30]. B 2010 r. KOHCOPIIMYM 9KCIIEpTOB U3
TPUHAALIATU CTPaH IpM HOAAep>kKe MexgyHapopHOro GoHAa CHHApPOMA
Perra mepecMoTpern uMerommecs AUarHoCTYecKe KpUTepun 3ab6oieBanms
¥ TIpUIIeT K HOBOMY KOHCeHCYcy [60]. [I1s fuarHocTMKy TUIMYHOTO Bapy-
aHTa CMH/IpOMA IIPU HAJIM4YUM Perpeccuy HePBHO-IICUXNYECKOTO PasBUTHUA
TDOCTAaTOYHO YeTbIPeX OCHOBHBIX KpUTEPUEB:

1) yacTUYHASI WV TIOTTHAS TOTePsl MPUOOPETEHHBIX IieleHa paBIeHHbIX
IBVDKEHUI PYK;

2) yacTM4Has MY NOJHAS HOTepsl NPMOOpPEeTeHHBIX HaBBIKOB 9KCIIpec-
CUBHOII pe4n;

3) aHOMa/IMM MOXOJKM: HapylLIeHHas MOXOAKA (UCIIPAKCUs) UM OTCYT-
CTBME CIIOCOOHOCTI XOIUTD;

4) cTepeoTUIIHBIE IBVYDKEHMA PYK, TaKMe KaK CKaTye/cjaB/lIBaHIe, X/I0M-
KI/TIOCTyKMBaHMe, COCaHMe MaJIblieB, MOIOII Ve 1BV KEH N / aBTOMaTUYecKoe
TpeHMe PyK.
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Kpurepun nckmrogeHns:

1) moBpexeHMe TOMIOBHOTO MO3ra B pe3y/IbTaTe TPaBMbI (B Iepy- MM
IIOCTHATA/IbHOM II€PUO/ie), HellpoMeTabomnyecKnx 60mesHeit M TsKeIoun
MHPeKINN, KOTopble GOPMUPYIOT HEBPOTIOTMYECKIie HAPYILIEHNS;

2) HapyIIeHNe ICXOMOTOPHOTO PasBUTHA B IIepBble 6 MeCAIeB )KI3HIL.

[Tpn3HaK yMeHbIIEH) I pPa3MepOB IOJIOBLI BCTPEYaeTCs He y BCeX MallVieH-
TOB, II03TOMY OH OBUI MCKJIIOYEH 13 HOBBIX KpuTepueB. OfHAKO IpK HAJIN-
YUY 3TOT CMMIITOM JIOJIKEH BbI3BIBATh Moflo3peHne B oTHomeHny CP.

Ilns puarnoctuky atunuyHoro CP ¢ ogHMM UX TpeX BapuMaHTOB 3a00-
JIeBaHM S, ONMCAHHBIX BBIIIE, TPEOYIOTCSA MEPUO perpecca ¢ MOC/IeAYOMNM
YIydIIeHreM MV CTabuIn3anye 1 1o KpaliHeil Mepe 2 13 4 OCHOBHBIX KpPU-
TepueB 1 5 u3 11 nopgep>xuBaromux Kpurepyues. OCHOBHbBIE KPUTEPUU COOT-
BETCTBYIOT KPUTEPUAM IIPU KIacCUYecKoii popMe 3a00meBaHMA.

IToppep>xmBaroniie KpUTEPUN:

1) HapyIIeHMe bIXaHUA B 60 PCTBYIOLIEM COCTOSHUY;

2) 6pyKcusM B 60[pCTBYIOLIEM COCTOSHUY;

3) HapylIeHMe peXXuMa CHa;

4) aHOMAaJ/IbHBII MBIIIEYHbI TOHYC;

5) nepudepnyeckue Ba30OMOTOPHbIE HAPYILIEHN;

6) ckonnos/kudos;

7) 3ajiepXKKa pocTa;

8) MajIeHbK1e XOTOfHbIe PYKI 1 HOTH;

9) amM30/bl CMeXa/KPUKa;

10) cHMKeHMe peakuuy Ha 60b;

11) MHTEeHCUBHOE 3pUTE/IbHOE OOLIeHMe.

[ToMyMO KIMHIYECKOTO McCefoBaHuA npu Auarnoctuke CP manyenTam
IPOBOAVTCA HellpOBMU3yanu3anus, KOTopas, KaK IPaBIUjIo, JeMOHCTPUPYeET
yMeHbllIeHue 00'beMa T0OHO-BUCOYHOI KOPBI.

[Ipy Hamu4uy NPUCTYIOB HalVIeHTaM BBINONHsAETCA Bupeo-O3[-Mo-
HUTOpUHI. D3I NO3BO/NAET OTINYUTD SNMMUJICNTUYECKUE IPUCTYIBI OT He-
AMMUIENTUYECKNX COOBITHUIL. BaskHO MOMHMTDE, uTo D3I’ MOYTH BCerga mMeer
OTKJIOHEHVSI OT HOPMBI, II09TOMY IIpy aHoManbHOM DII 6e3 HammuuA smnu-
nentuyeckux npuctynos AIIM HasHa4aTh He Clemyer.

ITpu xnaccuyeckoit popme CP Ha I cragum I3 06BIYHO COOTBETCTBYET
HopMme. Ha II ctaguu MO>XHO yBUAeThb OKa/IbHbIE CIIANKY B IIeHTPaIbHO-BU-
COYHBIX 00/1aCTAX C XapaKTEePHBIM IOpa’keHNeM MOTOPHOI KOpPbI, KOTOpoe
KOppenupyeT C KIMHUYECKMM HA4ajoM MOTOPHBIX HapyLIeHNUil; Takxke
IOCTEeIIeHHO NMOoAB/ATCA HapymeHns cHa. Ha III crapum mia 93I' xapak-
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TepHbI aHOMaJIbHbIe IIATTEPHBI CHA, IBYCTOPOHHNE CMHXPOHHbBIE BCIBIIIKY
IeNbTa-aKTUBHOCTY ¥ T€HEPA/IM30BaHHbIEe PUTMIYECKE PA3PANbI CIIAMIKOB.
Ha IV cragun Ha I3T HabmomaroTcs 3aMefieHye (pOHOBOI aKTUBHOCTH,
TEeTa-aKTUBHOCTb B LIEHTPAIbHBIX U JIOOHBIX 00/1acTAX, MyIbTU(POKATbHAS
anuaenTudopMHas aKTUBHOCTb B COCTOSIHUY OOfpcTBOBaHUsA U AnpPy3-
Has MeflJIeHHas CIaliK-BOMTHOBasA aKTMBHOCTD BO CHE.

Iuddepennmanpias guarnoctuka CP mpoBoauTcsa ¢ JeTCKUM Liepe-
OpaTbHBIM ITAPATNYOM, Ay TU3MOM, CUHIPOMOM AHrelbMaHa 1 HecIenudmn-
4eCKOI1 3a/Jep>KKOJT pasBUTH A, TaK KaK Yy JAHHBIX 3a00/IeBaHNUIT MOXKET BCTpe-
YJaTbcs KIMHNYecKoe cxoncTso ¢ CP.

JInsa nogreepxeHnsa auarnosa CP Takoxe IpoBOAUTCS reHeTUYeCKOe UC-
clefloBaHMe.

Jleuexne

B Hacrosmee Bpemsa Het cnenuduyeckoit repanvy npu CP. Tepanus Ha-
IpaB/IeHa Ha O0/IerdeHre CYMIITOMOB Yy MAlllleHTa C IOMOIIbI0 MEXANCIIN-
IVIMHApHOTO nopxoza. Ilpy Hannuny snmaenTudeckux NpUCTYIOB UCIONb-
3ytotcs pasnunble AIIM. Takke IpoBOANMTCS ledeHNe HAPYLIEHN S CHA, Ha-
pYLIeHNs bIXaHusA, cepaednoit gucdynkuym (ynauHeHHbit natepsan QT),
JKETYIOYHO-KUIIEYHOI JUCPYHKLINM, a TAK)Ke IIEPETIOMOB KOCTEI.

Jlpyrue BapuaHTBI JIe4eHM I BK/TIOYAIOT (PU3UOTEePAIINIO, IOTOLENIO, TPY-
TOTEPaNNIo U MICUXONOTMYECKYIO IO PIKKY CEMEI.

B HacTOAmMMIT MOMEHT pa3pabaTbIBAIOTCS Cllen(riecKyie MeTO/bI Iede-
HIS, BK/IIOYas TEHHYIO Tepamuio.

[NporHos
JKenmnuusr MOIyT JoXusarb o 40 et n 6onee, MyX4uHbl ¢ XY-
XPOMOCOMaMM NOT6AI0T BHYTPUYTPOOHO WIIH IO 2 JIeT.

,Elpyrvle CMHAPOMDI, aCCOUNNPOBaAHHbIE C MyTaLAMN
B OTAEJIbHbIX reHax

[ToMMMO BBIIIEONMICAHHBIX, SMUIENTUYECKNe IIPUCTYIIbI MOTYT Ha0II0-
JaTh ¥ IpY APYTUX CUH/IPOMAX, aCCOLMMPOBAHHbIX C MYTaliMAMU B OT/iE/Ib-
HBIX I'eHaX, HallpuMep:

o cunppoM Kopuenunu pe Jlanre;

o cuHApoM MapuHecky - Illérpena;

o IIPOTepIU;

o cuappoM Cekkers;
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o cuHppoM KokkeitHa;

o cuHApPOoM bepbecona — Popcmana — Jlemana;

* Kapauo-(danno-Ko>XXHbII CUH/IPOM;

o HeltpoduOpomMaros (pasIMIHbIe TUIIDL);

« 9HIIepa/IOKPAHNOKOXKHBII TNIIOMATO3;

o cuappoM Ilpores;

» cuHjpoM Moyara — Bunbcon;

o cunjpoM IlnrTa — XonkuHca;

o X-CIlellJIeHHas yMCTBEHHas OTCTaI0CTh, TUI Kiasca - [IkeHceHa;

e AMU30MIECKAST ATAKCHS;

e pelKas HECMH/IpOMaIbHasA YMCTBEHHAsA OTCTA/IOCTb.

[TpuBeneHHbII IepedeHb 3a00/IEBaHNI SIBNAETCS JanieKo He MOTHBIM. 110
Mepe HaKOIIeHU s TeHETUYeCKUX JTAHHBIX OIMCBIBAIOTCSA HOBBIE CHIPOMBI,
00YC/IOB/IEHHbIE MYTAaLMsIMU B OTZE/IbHBIX TeHaX. B ¢BsA3M ¢ 9TMM Konmye-
CTBO TakuX 0o0Je3Hell, IPOABIAIMXCA SMMICITUYSCKUMY IPUCTYIIAMMU,
OyzeT Bo3pacTarh 1 fajee.

CUHAPOMbBI C HEYCTaHOBJIEHHOW
reHeTU4YeCKon NPNYNHON

CnHgpom Ankapau

Onpepeneruve

Cunpgpom Arikapau (CMH.: areHe3Ms MO3OJUCTOTO Tela C XOPUMOPeTH-
Ha/IbHOI aHOMasmels, aHr1. Aicardi syndrome) — MynbpTHCHCTeMHOE reHe-
TI4ecKoe 3a0oeBaHue, XapaKTepusylomeecs MHPAHTUIBHBIMY CIIa3MaMu
C paHHUM Je0I0TOM, YaCTUYHBIM VI HOTHBIM OTCYTCTBYEM MO3OJIVICTOTO
TeJa, XOPMOPEeTMHATbHBIMY TAKYHAPHBIMY OYaraMi, YMCTBEHHOI OTCTasIo-
CTbI0, AHOMA/IMAMM Pa3BUTHUA TOTOBHOTO MO3Ta, aHOMA/MNAMY TO3BOHOYH-
Ka 1 pebep, TMLEeBbIM JUCMOP(PU3MOM.

VcTopmyeckas cnpaska

ITponnnarenpuble HabMOAeHNA PpaHITy3cKOro HeBpojtora J. Aicardiu ero
KOjUIer mpuBeny B 1965 I. K epBOMYy ONMCAHMIO 8 KIMHMYECKUX CIIy4YaeB
coueTaHNsA y jieTell MH(PAHTVIBHBIX CIIa3MOB, ar€He3MU MO30JIUCTOTO Teyla
U NUTMEHTHOIT nereHepauuy cetyarku [8]. B 1972 r. J. Dennis n B.D. Bower
BBV TEPMUH «CHHApPOM Avikappu». Ilpy mocrefgyoummx HaOIIOfEeHNIX
OBbIJIO YCTQHOBJIEHO, YTO ITOMIMMO IQHHOJ KIaCCUYECKON TPpMaZbl MMEIOTCS
U ApyT¥e CYMIITOMBI (QHOMa/INy PasBUTUSA TOJTOBHOTO MO3Ta, 3aepKKa yM-
CTBEHHOTO Pa3BUTM, AHOMAINY IO3BOHOYHIKA, TMLIEBON AUCMOPHU3M).
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Cunppom Aiikapau He clefyeT Iy TaThb ¢ cMHApoMoM Alikapau — I'yTeepec,
onyvcaHHbIM B 1984 r. JlTaHHDBIN CUHIPOM XapaKTE€PU3YETCA ayTOCOMHO-pe-
IIeCCUBHBIM TUIIOM HAaC/IefJOBAaHN:A, IPOTrpeccupylollell sHIedanonarmei
C 1e0I0TOM B paHHEM IETCKOM BO3pacTe, Kanblndukanmei 6asanbHbIX raH-
I/INEB, JIEMKOAUCTPOdMelt, XPOHNIECKUM TUMPOLUTO30M, MUKpoLedan-
ell, CIAaCTVMYHOCTHIO MBIIIII.

nnaemnonoris
PacnipoctpanenHocts cuHppoma Ajikapau (CA) Bo BceM Mupe OleHu-
BaeTCs B HECKOJIBKO ThICAY, 0Kojo 900 ciydaes sapeructpuposano B CIIA.
3aboneBaemocts CA cpenu Bcex fieTeit ¢ MHGAHTUIBHBIMK CIIa3MaMM CO-
CTaBJIsAeT OKOJIO 2-4%, OfIHAKO MHOTMe CTy4ay 3a00eBaHus OCTAIOTCS He-
IVaTHOCTUPOBAHHBIMIUL.

STnonaroreHes

Oruonoruss CA ocTaeTcs HeU3BECTHOI, HeCMOTPSI Ha MeXXIyHapOIHbIe
YCUIMA TIO M3YYEHMIO Pa3IMYHbIX T€eHETUYECKMX MeXaHU3MoB. Jlo HacTos-
IIer0 BpeMEeHU He BBIABIEHO CVJIBHBIX T€HEeTMYEeCKMX KaHJM/JaTOB, OTBET-
CTBEHHBIX 32 JJaHHYI0 Iaroyoruio [100].

[TpepnonoxxurensHo, CA BbI3BaH HATOTEHHBIMM BapMaHTaMu de novo
BTreHe Ha X-xpoMocoMe [88]. Tum HacmemoBanust — X-CLieI/IEHHBI JOMIHAHT-
HBIII, ObLI IIpe/IoKeH (HO He MOATBepXJeH) ToOKyC B Xp22.3 [6]. Cunppom
HaO/TI0/JaeTCsI TONMBKO Y AeBOYEK. Y HECKOTbKIX Ma/lbuMKOB, Y KOTOPBIX ObII
puarHoctupoBad CA, okasanoch 47 XpOMOCOM, BK/IOYass HAOOp MOTIOBBIX
xpomocoM XXY - cocTostHIe, oIpesieniieMoe Kak cuHapoM Knartadensrepa.
g My>X4uuH ¢ reHOTUIIOM XY, MMEIOLIUX TONbKO OfHY X-XxpoMmocomy, CA
7eTaseH.

Puck poxpeHus B ogHOI ceMbe BTOporo pebenka ¢ CA - menee 1%.
TeopeTmdeckn puck nepefady MyTaHTHOrO aesns ot marepu ¢ CA - 50%,
OJJHAKO IJION, MY>KCKOTO I071a, HOCUTE/Ib MYTaHTHOTO I'eHa, HeXKM3HeCI0Co-
6en. Cpeyt 0XKMaeMOro MoToMcTBa 33% — BEPOSATHOCTD POXKIEHNUS 3[J0PO-
BOI1 1eBOUK, 33% — 370poBoro Masbuuka u 33% — gesouku ¢ CA.

Ienernyeckye M3MeHeHN: BbI3bIBAIOT HAPYLIEHMS HA 3Talle HelIpOHa/lb-
HOJ Murpanuu. Bo3HUKAiOT pasiMyHble aHOMAINM PAa3BUTHUA TOTOBHOTIO
Mo3ra (IojiHas WINM YacTUYHasl areHesVs MO3OJUCTOTO Tela, MUKpoleda-
7S, MUKPOTMPUY, T€TepOTONNY, HapYLIeHNA K/IeTOYHOI apXUTeKTOHUKI,
nopsHiedannyeckye KICThI ¥ YBeTNIeHHbIe )KeTyJOYKM TOIOBHOTO MO3Ta
u3-3a ruppouedanun) [45]. IlpeanonaraeTcs, YTo HaIMIMe KOMIIIEKCA aHO-
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MaInil HelipOHAbHON MUTpauuy jgaxe 6omee cnennpuyno pna CA, yem
M30/IMPOBAaHHASA areHe3N s MO3OIUCTOrO Tea.

KnnHmdecKkmne npoasieHna

et poX[JAlOTCA BHENIHE 3[MOPOBBIMM, Pa3BMBAIOTCA HOPMAIbHO IO
3-5 mecsaues. [lepBble cuMnTOMBI 3a00/MeBaHNA B BUAE MH(MAHTUIBHBIX
CIIa3MOB MOSABJIAIOTCA TOC/Ie IePBbIX MeCsAlleB HOPMaJbHOTO Pa3BUTUA pe-
6enka. Hayanmo mHQaHTMIBHBIX CIa3MOB B 3TOM BO3pacTe CBA3aHO C OKOH-
YJaTe/IbHBIM (POPMMPOBAHMEM CHHAIICOB B TOIOBHOM MOS3Te.

Knaccuyeckoit Tpmapmoit CA BBICTYHAaloT WH(pAHTWIbHBIE CIIa3MBbl,
areHesysA MO3OJNCTOTO Te/la, XOPMOpPeTMHa/lIbHble JTaKyHapHbIe OYarll.
JomonHuTeNbHbIE TPU3HAKM BKIIOYAIOT YMCTBEHHYIO OTCTa/lIOCTh, aHOMa-
JIUM PasBUTHA TOJIOBHOTO MO3Ta; aHOMaJIMY TI03BOHOYHNUKA U pebep, MHO-
Iia MPUBOAAIINE K BbBIPa>KeHHOMY CKONIMO3Y; JINUIEeBOM gucMopdusm [71].
OTcyTcTBUE OFHON U3 «KIACCUYECKUX» YepT He MCKII0YAeT [UarHo3a CUH-
A pOMa, €C/IM NPUCYTCTBYIOT IPYTYe IOIOTHUTEIbHbIE IPU3HAKIL.

ITpn CA Takke MOTYT pa3BMBATLCA OIMYXON (MANMIOMa COCYANUCTOTO
CIUIeTeHV A, MeAY/ITIO0IacTOMa, ITOJIUITBI XKeTyAKa U MPSIMOI KUIIKY, 0OpO-
KaueCTBEHHas TepaToMa MATKOro HEDa, rernarobacToMa, napadapuHreann-
HBIi1 9MOPMOHATBHO-KJIETOYHBII PaK, aHTMOCAPKOMa KOHEYHOCTeIl, TUIIoMa
CKaJIbIIa, 9MOPMOHA/IbHBIE KapIIVTHOMBI).

3anopo3putb CA MO3BOJIAIOT CIEAYIONVe BHEIIHYE IPU3HAKY: BBICTYIIA-
IOIllJie pe3Iibl; B3IEPHYTHINI KOHUYMK HOCA; pa3BepHYTble HO3IPY C TUIIOIIA-
31eil KOHYMKA HOCa I YMEHBIIEHHBIM YIJIOM HOCOBOII IEPETOPOAKI; pefiKue,
JIaTepaIbHO PACIONIOKEHHbIe OPOBM; aHOMAJIbHbIE YIIHbIe PAaKOBUHBI; MU-
Kpo(dTanbMus, BHIBOPOT BeK; KOXKHbBIE TOPa>keHU s (HEBYCHI, KO>KHBIE JUBep-
TUKY/IBl, TEMaHTMOMBI); aHOMA/INNU PyK (KaMIITOZAKTU/INA, IPOKCUMAIbHOE
pacnonoyxenue I manpla, runomnuasuA V ManblieB pyK, aCMMMETpUA KOHeY-
HOCTeI1, e[V HCTBeHHas IIoIlepeYHasd 1aJOHHasA CKIa/iKa, HEIIOJIHOE YABOEeHMe
6o0nmbiux nanbues, cuagaktyuaus I u 111 manbies crom).

VHpaHTUIBHBIE CIIa3MBI TIPECTAB/IAIT COOOJ MAcCHBHBIE MUOK/IOHM-
YyecKue /MM TOHWYEeCKMe, IIPO- M/WIN peTpOIylIbCUBHbIE, CMMETPUYHbIE
V/WIN aCUMMeTPUYHbIe, CEpUITHbIE /MM U30MPOBaHHbIE CIIa3Mbl aKCHA/Ib-
HOII 1 KOHEYHOCTHON MYCKY/IaTypbl. B ocHoBHOM mpu CA mMeroTcst dekcop-
Hble MH(pAHTWIbHbIE CIIAa3Mbl, KOTOPble MOT'YT OBITh aTUINYHBIMY, JTaTePaIn-
30BaHHBIMI. MOXXeT Hab/MoaThCs coyeTaHye NH(AHTUIBHBIX CIIa3MOB C ¢o-
KaJIbHBIMH, PeXKe C FeHepa/If30BaHHbIMY TOHMKO-KIOHMYEeCKIMMY ITPUCTYIIAMUL.
OmumienTUYecKye IPUCTYIIBI YaCTO HOCAT (apMaKOPe3VCTEeHTHBII XapaKTep.
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B HeBpONOrMYECKOM CTaTyce MOXKET OTMEYaTbCsl MBIIIEYHasl IUIIOTO-
HI1; BOSMOXKHbI O[HOCTOPOHH A5 MbIII€YHAs TMIIEPTOHMA U CIIACTUYHOCTD,
OXXVIBJIEHHBIE TTTyOOKIe CYXOKMIbHBIE peIeKChl, TeMU- VTN TeTparnapes.

[TaTonmorns >keyAoYHO-KUIIEYHOTO TPAKTa MPOSBIAETCS racTpoasoda-
reaJIbHBIM pedIIIOKCOM, 3aII0paMUu, Juapeeil, TPyJFHOCTAMY ¢ KOPM/ICHVEM.

[uarHocTtrka

B HacTosiee BpeMs OTCYTCTBYeT y3KOCIEIMaau3MpOBaHHBIN TeCT, Io-
3BOJISIIOLINTT TOYHO MOCTaBUTH Auaruo3 CA [88]. [IpuMensieTcss KOMIIIEKC-
HOoe oO0cefioBaHMe: HEBPOIOTMYECKNIT OCMOTP, odranbmockomms, DI,
MPT, peHTreHorpaMma cKeyuera.

B peanbHOI NpaKTVKe IIpY HEBO3MOXHOCTH IIPOBEJEH ST BBICOKOTEXHO-
JIOTMYeCKUX METOIOB 00C/IeIOBaHNS Bpady IPUXOAUTCA OPUEHTHPOBATHCS
Ha BbIILIEOIICAHHbIE KJIMHUYeCKIe IIPU3HAKM.

Ha MPT MOXXHO OOHapy>XUTb IIOTTHYIO V/IM YaCTUYHYIO areHe3ni0 MO-
30/IMCTOTO Tejla, MUKpoLedaInio, MUKPOTUPUIO, T€TEPOTOINI0 KOPKOBOTO
BEIleCTBA, BHYTPMMO3TOBbIE KMCTBI, HAaNM/IIOMBl COCYAUCTBIX CIIJIETeHNIL,
yBeIMYeHHbIE KeTY[LOUYKI TOTOBHOTO MO3Ta.

AKCOHBI KOpBI, IIepeKpelBalecs B HOpMe, HO He popMupyolie-
Cs1 IIpU areHe3nu, He UeHTUPUIVPYIOTCA IpU Helipousyanusanuu. [Ipu
areHe3My MO3OJIMCTOrO Te/la OOKOBBIE XXETYHLOYKY PaclpOCTPaHAITCA
BBepX, BO (pOHTANbHOE 1 IapueTaabHOe Oeoe BeljecTBO. Tak>ke BBepX
u BIepeq cMeljaeTcsa ypennueHHbIN 111 sxenynodex, pasgsuras nepepHue
pora 60KOBBIX enymno4ukoB. [Ipu Hapacramomeit rugpouedannyu ob6bveM
XKETYLOYKOB YBeIMYMBACTCA, 3aHNe POra pacIIMpATCA M U3rMOa0T-
Cs1 IO HallpaBJIeHMIO K CpefiHell NMMHKU. BblnajeHue mopiep>KyUBaroliei
(GYHKLIMY MO30/IMCTOTO Tela BBI3bIBAET pacmmpenne momnymapnit, 111 sxxe-
Ty[OYKa ¥ MOHPO€Ba OTBEPCTUA. [I/1A OLIEHKM COCTOAHMA JKeNyL0IKOBO
CUCTeMBbl MO3ra BO3MOXKHA npeHaranbHass MPT- u ynbprpassykoBas pua-
THOCTHMKA.

I'mncaputMms, XapakTepHas IA MHQAHTUIBHBIX CIIa3MOB, BCTpeda-
eTcsl He Bcerfa. Bo BpeMs mpucryna MOTyT HaO/MIOAaThCs BCIBIIIKY Hepe-
TY/ISIPHBIX OBICTPBIX M MeJ/ICHHBIX BOJH IIPORO/DKUTEIBHOCTBIO OT 3 [0
6 CeKyHJ, IepeMeXXalollyecsa YIUIOLEHNEM OCHOBHOTO PUTMa B TedeHMe
5-20 cexyHz. VI3aMeHeH OOBIYHO He CMHXPOHV3VPOBAHBI 110 IOy AP M.
MoskeT BcTpeuaTbes DII-nIaTTepH «paciienieHnye Mo3ra» (aHriL. split-brain).
Hapsapy ¢ uHpaHTUIBHBIMYU CIIa3MaMM BBIABJIAIOTCA 1M APYTUe BUBI SIIN-
JeNTUYeCKUX IIPUCTYIIOB.
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HedexT pasBuTus I71a3 MPOSIBISETCS B IATOTHOMOHMYHBIX XOpHOpe-
TMHAJIBHBIX YITTyO/IeHNUsX 6eoro Mam eaTo-6e1oro 1jBeTa, paclonoxXeH-
HBIX Ha [IMTMEHTHOM 3MUTENINN CeTYATKM, HAXOMSMIIEMCS TI0F COCYAMCTOI
000J109KOI1, C pa3/INYHOI JIOTHOCTBIO AENUIMEHTALY Ha 3TUX IPaHy/IaX.
YyBCTBUTEIbHASA CeTYATKA, JIeXKalljas HaJl JAHHBIMIU YITy6O/IeHnAMHU, 00bI4-
HO MHTAKTHA, HO MOXKeT ObITh Ie30pTraH30BaHa MU IIOTHOCTHIO OTCYTCTBO-
BaTb. K ApyruM rasHbIM aHOMaINsAM OTHOCATCS MUKPOQTaTbMusi, Komobo-
MBI, aTpodus 3pUTEeIbHOTO HepBa (54, 102].

MoreKy/sipHO-TeHeTHYeCKOe JMCCIeOBAHNe He MMeeT PelIalolero 3Ha-
YeHMS B IIOCTAHOBKE OKOHYATE/IbHOTO AMArHo3a, TaK KaK MaTOTOTMYeCcKMil
TeH TOYHO He OIIpefie/icH.

JleyeHne

B Hacrosmee Bpemsa He cymiecTByeT 3((eKTVBHON Tepanuy T'eHEeTHU-
qecKux 6onesHeil. JledeHre HOCUT CUMIITOMATUYECKUIL, METabOMMIeCcKnit
U TAJ/UIMATUBHBIN XapaKTep, HAIPABIE€HO Ha YIyd4lIeHUEe COCTOSHMSA IIa-
IVIeHTa, KYNMpPOBAaHME IPUCTYIIOB, KOPPEKIMIO 3a[ep>KKM (U3NIECKOro
U IICUXMYecKoro pa3uTyA. IIpu Hammanm nopsHiedanyecknx KUCT 1/Mmm
ruppouedanuy OCYLIeCTBIAETCA LIYHTMPOBAHUE WIN SHIOCKONMMYecKas
(deHecTpaLMA KUCT, XOTS HEKOTOPbIe U3 HUX He TpebyioT edeHus. [Ipu nme-
IOLIVXCS JKeTYIOYHO-KIIIIeYHbIX 3a00/IeBaHNAX YCTAHABINMBACTCA 30H], /IS
KOPM/IEHN S, TIPOBOAATCA QYHJOIUIMKAIMA M ONEPaIuy IO VICIPABIEHNIO
TPBDX MM APYTUX CTPYKTYPHBIX IPOOIEM SKeTyLOIHO-KIUIIIEYHOTO TPAKTA.
Jl1s1 vicnpaBieHNsT KOCTHO-MBILIEYHBIX JIeeKTOB IPUMEHSIOTCS PU3NoTe-
pamus, nedebHas GUIKYIbTypa, BOSMOXKHA XMPYpriudecKas KOPPeKIms.

CraproBas TepammusA IPUCTYIIOB HAuMHAaeTCA C BUrabaTpuHa B JHO3e
50-100 mr/kr/cyT m BampmnpoaroB - Takxe 50-100 mr/kr/cyT. Ilpm da-
CTBIX TIPUCTYNAX K JICYEHUIO MOTYT OBITb JoOaB/IeHBI KiIoHaszemaMm 0,25-
2 mr/cyT, penobapburan 5-15 Mr/Kr/cyT nau aTocykcumug 15-30 Mr/Kr/cyT.
AnbTepHaTUMBHBIM METOMIOM CHIY>XUT IPUMEHEHUEe KOPTUKOCTEPOUIHBIX
TOPMOHOB (a/JpeHOKOPTUKOTPOIIHBII TOPMOH, TeTPAaKO3aKTHJ, JeKcaMeTa-
30H, IIPEJHU30/IOH) ¥ MMMYHOITIOOY/IMHOB. [TIIOKOKOPTUKOMIBI Ha3HAYAIOT
c 6asoBoit repanueit AIIM. B psjie ciyyaeB mpoOBOANUTCS XUPYyprudeckoe je-
YeHNe.

[MporHos

IIporHos 3aBMCUT OT TAXKECTH CUMIITOMOB. IIpaKTu4ecKn y Bcex nmauyeH-
TOB MMeeTCsl 3HAUUTe/IbHAs 3alepXKKa B (PU3NIECKOM U IICUXUIECKOM pas-
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BUTHUY, PapMaKOPe3MCTEeHTHbIe MPUCTYNbL. UeM TsoKelee IMPOTEKAeT 3IM-
JIETICH S, TEM HIKe KOTHUTHUBHBIE CIIOcOOHOCTU 6onbHOrO [92].

Oxorno 4yerBepTu feteit ¢ CA morubaer B mepBble IOAbI )KU3HU. VI3 BbI-
KMBIINMX 25% CaMOCTOATETBHO XOAAT U 50% MMEIT HaBBIKM CaMOOOCITy-
)KyBaHMA. CpegHAA NPOJODKUTENTbHOCTD JXM3HU COCTaBIAeT OT 8,3 1o
18,5 ropma, HO IIpU YMEPEHHOI TSXKeCTU CUMIITOMOB IIAIIVIEHThI MOTYT JOXN-
Barth 10 40-50 s1eT.

[mnomenaHos Uto

Onpegenexuve

I'mnomenanos VTo (CMH.: TUTMEHTHBI MO3aUIM3M, JIMHEIHas HEBOW/-
HasA TUIONMUTMEHTAlV, aXpOMaTHYeCcKOe HeflepyKaHMe IMUTMEHTa, Helpo-
KYTaHHBIII CMHApPOM; aHI/. incontinentia pigmenti achromians) - Hacnen-
CTBEHHO€ HeVIPOKOXKHOe 3a00/IeBaHMe, OTHOCAIeeCs K TeTePOreHHOM I'PyII-
e (aKOMaTO30B, XapaKTepu3yolieecs: TUIIONUTMEH T POBAHHBIMMI O4araMu
B obOnacTsax braniko, coueTarommuMmcs ¢ aHOMaIusIMI LIeHTPaJIbHOM HepB-
HOJI CUCTEMBI, I71a3, OIIOPHO-ABUIATE/IbHON CUCTEMBL.

McTopunueckas cnpaska
3aboneBanue 6b110 onmucano B 1952 1. M. Ito [49].

SONVAEMNONOTNS

Ha 600-700 mepBu4HbIX 0OpalieHnii TalieHTOB K AeTCKOMY HEBPOJIOTY
runomenanos Viro (I'M) BersiBsiercs B 1 cnydae [5]. 3ab6oneBaHne BCTpedaeT-
cs1 ¢ gactoroit 1:3000 — 100 000 cpeny nanyeHTOB B 001l NeAVaTPUA U He-
Bposoruu [4, 12, 70], ycrynas Helipodubpomarosy u Ty6epo3HOMY CKIepPO3Yy.
ITo Bceit BUAMMOCTH, PaCIPOCTPAHEHHOCTD JAHHOTO 3a00/IeBaHMsI HEOOLe-
HuBaercs [40].

Yactora 3a60/meBaHMsI HECKOTBKO BbIIE Cpely >KEeHIIWH. PasnuyarT
BpoxxsieHHbI ['1], a Taxoke ['V ¢ ;e6r0TOM B paHHEM MJIafileHYeCKOM MJIN JieT-
CKOM BO3pacTe.

JTronatoreHes
I'en, BpI3BIBaIOMINII aXpPOMAaTHYECKOE Heflep>KaHMe NMUIMEHTa, B HACTOALee
BpeMs TOYHO He ycTaHOB/IeH. [V mpencraBseT co6oit He enMHIYHOE 3a00/1eBa-
HIIe, a CKopee HecTielduiecKoe IposiBIeHue (To ecTb (PeHOTHIT) XPOMOCOMHOTO
Mo3annuaMa (Kak CTPyKTYpPHOTO, TaK U 4ycinoBoro) [73]. OTMedeHo, 4To Mo3a-
MILIV3M IIPY JAHHOM 3a00J/IeBaHVM BCTPedaeTcs: IpUMepHO B 60 % ciry4daes [34].
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B HeKOTOpBIX C/Ty4yasx ObIIM BBIAB/ICHBI C/Ie YOI /e XPOMOCOMHBIe abep-
pauym: TPaHCIOKALMY, AUIUIOMANA, TPUIUIOUAUA C AedeKTaMU JTOKYCOB
9q33, 15ql1-ql3; MosanyHasa TpuUcoMusA XpoMocoMbl 18, Terpacommsa 12p;
myTtanunu B X-xpomocome (Xpll, Xp21.2, MO3aM9HOCTD 110 X-XPOMOCOME).

3aboneBaHMe HOCUT CIIOPAJYeCKNIl XapakTep (7], TaKKe IpeJIonaraer-
Cs HacjIefloBaHMe 110 ayTOCOMHO-JOM/HAHTHOMY, ayTOCOMHO-PEIeCCUBHO-
MY, X-CIeIl/IeHHOMY pelleCCUBHOMY THUIIaM [72].

BoickaspiBaeTcA MHEHMeE, YTO ClIeflyeT OTKa3aTbCA OT TEPMMHOB «TUIIO-
MenaHo3 VITo» 1 «axpoMaTudecKoe Hellep>KaHue IIMTMeHTa», TaK KaK OHJ He
SIBJISIIOTCST HU IUATHOCTUYECKUMIY, HI crienuduyanbiMu [73, 90].

ITpu I'Vl myTranuy B reHax IUTMEHTOB BBIBIBAIOT COOJI MUTpaLNU Me-
NaHO6/1aCTOM M3 HepBHOI TpyOku B Oymymue TKaHu Bo II-III TpumecTpe
6epeMeHHOCTH. DTO, B CBOIO OYepe/ib, BbI3bIBAET aHOMATbHOE PaCIIONOXKe-
HIle CepOoro BellleCTBa B MO3Te, a TAK)Ke HeJJOCTaTOYHOE YMC/IO METAHOLUTOB
B KO>Ke, Ha KOTOPOII (POPMUPYIOTCA OYaru OCBET/ICHNUA C POBHBIMU U YeTKM-
MM KOHTYPaMU ¥ IOHM>KE€HHBIM COJlep>KaHMEM METaHOLUTOB B lepMe.

B ronmoBHOM MO3Te BO3MOXKHBI cefyolue Mopdonornieckme n3MeHe-
HUSA: HelIpOHAJIbHBIe TeTepoTonuy, fupdysHas maxurupus, reMuMeransH-
nedanns, MONMMUKPOIUPHA, TUCCOHLedanus, PoKaabHble KOPKOBBIE JIVIC-
IIa3Uy, TUIIOIIa3Ms MO3OJIVICTOTO Tena, AudQysHas KOPTUKaAbHAA aTpo-
¢usa ¢ BeHTpUKY/IOMerannei, aTpodus 4epBsl MO3XKeUKa, CIIAXKEHHOCTDb
VHTEPAUTUTALNY MEXJY CepbIM U Oe/lbIM BeljeCTBOM. BO3MOXHO Takxke
HO/THOE OTCYTCTBUE KaKUX-TN60 MOP(HOIOTNYeCKNX U3MEHEHUIL.

KnnHW4ecKkne nposasieHna

KoxxHble IposiB/IeHNs BO3HMKAIOT B IIepBble HelleNM M MecCALbl )KU3HM,
BBIIJIAZIAT KaK YYaCTKY TMIIONUTMEHTALMM HelPaBUIbHOM OPMBI (3aBUT-
KI1, 3UT3aTy, BOJIHBI) Pa3/IMYHBIX pa3MepoB I jokanusanuu. IIpu pacmorno-
JKEHMU IIATEH Ha KOXKe, MMEIOIIell BOTOCAHON IIOKPOB, BOIOCHI TAKXKE Teps-
I0T ATMEHT M CTAHOBATCS CBET/IBIMU. JIOKamusaus: XUBOT, CIIMHA, HOKO-
Bble TIOBEPXHOCTY I'PYAM U )KVMBOTA, ATOAVIIBI, CrYbaTeTbHbIE TIOBEPXHOCTI
KOHe4HOoCTel. Bomocucras 9acTh ToOnoOBEL, TafloHN, TOJOLIBHI B IIPOLECC He
BoBJIeKaloTcs. IIo Mepe pocra pebeHKa BBIPa>KEHHOCTb IATEH IOCTEIeH-
HO CHMJKAETCH, a B IIOJJPOCTKOBOM IIEPMOJie OHM MOTYT COBCEM MCYE3HYTbh.
OpHako BO3MOXXHO MOSIBJIEHME MIAATE€H TUIIepIUTMEeHTalj/ B Bo3pacTe 3 jIeT
I mosxe [41].

AHOManuu BHYTPEHHMX OpPraHOB BCTpedaroTcsa B 75-94% ciydaes.
Bo3MOXXHBI aHOManUy pasBUTUA HEPBHOI CUCTeMBbl (Makpouedanus,
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remuMeransuuedannsa, GapMakope3suCTEHTHbIE SMUIENTUYECKNE TIPU-
CTYIIBI, YMCTBEHHasl OTCTA/lIOCTh, ayTU3M, CMHAPOM AcIeprepa, JBUTra-
Te/IbHAsl PACTOPMOXXEHHOCTD, A1 dysHast MbllledHasi TUIIOTOHMA), T71a3
(MuxpoodTanbmus, cTpabusM, reTepOXpoOMUsi MIM TUIMONUTMEHTALUS
pajfy>)kKKM, HUCTarM; NUTMEHTHAs JeTeHepalyus CeTYaTKM, TUIOIIA3UA
VIV [UCTOKAIUs JUCKOB 3PUTETbHBIX HEPBOB, aTpodusi XOPMOU/Ab-
HOTO CIIJIETeHNsI, SIMUKAHTYC, TUIIEPTENOPU3M, IOMyTHEHME POTOBUIIBI),
OTIOPHO-IBUTATETbHOI CUCTEMBI (CKO/MNO03, K03, TULEPIOPLO3, ABaAP-
$u3M, HUBKOPOCIOCTD, IONUAAKTUINA, CUHAAKTUINA, spina bifida, pac-
me/MHa HEOA, peKypBallsa KOJIEHHBIX CYCTaBOB, Py/JMeHTapHbIe pebpa,
BapyCHbIe U BaJbIyCHble HeOopMalNy CTOI, KIMHOLAKTUINS, aCMMe-
TPUS NKIIA, TYTOBUILA, KOHEYHOCTEl, IPY/HO K/I€TKY, TeMUTUIIEPTPO-
¢us), Bonoc (anmomenyis, TUPCyTU3M, TUIIEPTPUXO3 JINIIA, TOBBIIIEHHAS
JIOMKOCTB BOJIOC), 3y00B (aHOOHTN S, Je(DeKThI IMaN, TUIIOIIA3U S, TIUC-
I/1a31A, KOHycooOpasHble 3yObl), yuIeil (HelIpOCEHCOPHAas TYTOYXOCTb),
XKeTyLOYHO-KNIIEYHOTO TPAKTa, MOYEIIONIOBOI CUCTeMBI (II0UedHas are-
He3ust, GOKaTbHO-CETMEHTAPHBIN ITIOMEPYIOCKIePO3, TUIIOTEHUTAIN3M,
TUIIOCTIAZINSI, KPUMITOPXU3M). BO3MOXKHBI BPOXK/IEHHbBIE TIOPOKM CEPALIA,
nuadparMaabHble I'PbBDKM, JOOpPOKaueCTBEHHbIE OIYXOIM BHYTPEHHUX
OpraHoOB.

Haubonee Tsxenble OCTIOKHEHMS CBSI3aHbI C LIEHTPATbHOI HEPBHOIL CH-
CTeMOi1. ITO YMCTBEHHAsI OTCTAJIOCTb U SMUJIEICHS, KOTOPbIe BCTPEYAIOTCS
6oree 4eM B 50% crydaeB. Y npumepHo 10% maijmeHTOB HaOTIO[AIOTCS MH-
(daHTU/IbHBIE CITa3Mbl B TeYeHNe IIePBOTO Iofia XMU3Hy, eme 10% uMeror ay-
TUCTUYECKOE ToBefeHue [63].

TsKenmast yMCTBEHHAs1 OTCTANIOCTD BBIAB/AETCS HpuMepHO y 40% maru-
€HTOB, CpeJJHell 1 JIeTKol cTeneHn — y 17% [4].

Tonbko y 1 u3 yeTplpex manueHToB KoddduiueHT IQ cooTBeTCTBYeT
CpefHeMY YPOBHIO M/ IIPEBBILIAET €T0, 607Iee YeM Y IOIOBUHBI TaHHBII HO-
KasaTe/Ib CHYDKEH 10 HecrtocoOHOoCTH K 06yuenno (IQ < 70).

SuunenTryecKye MPUCTYIBl oTMevatoTcs ¥ 50% 6onpHbIXx. Havano 3a-
0oeBaHMsA Ha IIEPBOM T'OAY XKM3HV BO3MOXHO C MH(AHTUIBHBIX CIIa3MOB.
B crapuiem Bo3pacTe xapakTepHO IpeobiafgaHie reHepan30BaHHbIX TOHN-
KO-KJIOHMYECKUX NPUCTYHOB 6e3 aypsl (00jiee MOTOBMHBI BCEX TUIIOB IIPH-
CTyHoB) 1 (pOKa/JbHBIX MOTOPHBIX ITAPOKCU3MOB (25%). Pexxe BcTpevarorcs
MMOKJIOHMYecKye npucTymsl (okomo 10%) [7, 22, 64]. BoamoxxHO pasBuTme
SMMJIETITNYECKOTO cTaryca [65]. IIpucTynbl Bo MHOTKX CIy4asax ¢papmMakope-
3MCTEHTHBI [3, 64].
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[uarHocTtrka

JIMarsocTuKa KOXKHOJ IaTONIOTMM OCYIIECTB/IAETCA Ha OCHOBAHUM pe-
3y/IbTaTOB (PU3UKATBHOTO OCMOTPA, IIOMUHECIIEHTHOTO U TYICTOIOTMYeCKO-
ro uccnegopanysa. Hanmdme poOBHBIX, 4YeTKMX KOHTYPOB Y IIATEH CIY>KUT
MaTOTHOMOHMYHBIM IPM3HAKOM I'MIIOME/IAaHO3a, B OT/INYNE OT APYTUX popm
nevikogepmyy. CHMITOMBI TMIIOMENIAHO3a HE CPasy yJaeTcsa 3aMeTUTD,
ecnn y pebeHka benas GmegHas Koxka. JI7d TOYHON BU3yanmM3aluy B TeM-
HOM IIOMeIlleHUY MCIOIb3yeTcs laMIia Byzia, ycunmpaoIas KOHTPacT MeX-
Iy OOBIYHOJ OKPACKOJ KOXXU U TMIIOMETaHO30M. B cMHMX /y4yax msATHa Ha
TeMHOM (POHE KOXKM CBETATCA APKO-6e/IbIM I[BeTOM. IIpy rucronornieckom
MICCTIelOBaHMY OMOIITaTa KOKM B O4are TMIIOMeTaHO3a Oy/ieT HaOMogaTbCsa
yMeHbllIeHe KOMNYeCTBa Me/TaHOIIUTOB.

ITpu I'Ml Tak>ke OCyIleCTBIAETCA OIleHKA HEBPOMOTMYECKUX (PyHKIIMIL,
nposogatca KT, MPT ronosroro mosra u 991 Ha KT M0O>XHO BBIABUTD JBY-
CTOPOHHIOIO M/IV OJHOCTOPOHHIOIO MOTYIIAPHYI0 aTpoduio, 06/1acTu MOHK-
YKEHHOII IVIOTHOCTY B 6€e/I0M BeljecTBe, arpoduio Mosxeuka. Ha MPT moryr
0OHApPY>KMBATbCsl OYAroBble M3MEHEHUsI MO3TOBOII TKaHMU, yBenudeHne 60-
KOBBIX >KeTyJO4YKOB.

Ha 99T BepoATHBI MHOrOOYaroBble IAPOKCU3Ma/IbHblE M3MEHEHM, 3a-
MeJi/IeH/ie OCHOBHOJ aKTVBHOCTU (DOHOBOJI 3aIVICH, Ha/lu4le B MEXIIPU-
CTYIIHOM IIepPMOJie PerVIOHaIbHOI, MY/IbTUPerIOHaIbHOI U A y3HOI S1I1-
nenTuOopMHOI aKTUBHOCTH. [TosIB/IeHNEe KOPOTKUX IPOOETOB permoHab-
HOJI OBICTPOIT AKTBHOCTY MOXKET OBITH CBSA3aHO C YYaCTKAMU NMAaXUTYPUIL.

XpoMOCOMHbIe AaHOMAINH, 0COOEHHO TPaHC/IOKAI[MOHHOTO M/IM MO3an4-
HOTO TUIIA, BCTPEYAITCA IpUMepHO B 50% ciydaeB. AHaIM3 XpOMOCOM Clie-
IyeT IIPOBOAUTD B KY/IbType KepaTMHOLMTOB, TAK KaK JICC/Ie[JOBaHNe KY/lb-
Typ muMdounnToB 1 GpudPo6/1aCTOB OOBIYHO AAET OTPUIIATEIbHBII PE3y/IbTaT
[7]. ViccnmepoBaHme MOXKeT ITOKa3aTh XPOMOCOMHBIE AHOMA/INY B KapUOTHIIE,
BBINTOJTHEHHBIE B p1Opo6/1acTaX IMNONUTMEHTYPOBAHHOI KOXI, B TO BpeMs
KakK B KPOBU 1 HEI3MEHEHHOII KOXKe OHU MOT'YT OTCYTCTBOBaTh [63].

Iuddepennuposars 'V cregyer ¢ Takumy 3a6oneBaHMAMMY, KaK Hefiep-
JKaHMe NUTMEeHTa, CMHAPOM [osbIla, 6eCIIUTMEHTHBIN HEBYC, OECIIUTMEHT-
HBIIl JIMHEVHBI UIIai ¥ BUTMINTO. B orimdme ot gpyrux ¢opm rumo-
MeTaHo3a (KaIIeBUIHOTO, UAVOIATNYECKOr0), NMEIOMINX TONTbKO KOXKHbIE
npossnenus, ['Vl conpoBoxxjaeTcsa nopakeHneM JPYTUX OPTaHOB M CUCTEM.
[Tpy BUTMINTO IUTMEHT HOTHOCTBIO MCY€3AET M3 04aroB IOpPakeHN A KOXI,
TOTJja KaK IIpM I'MIIOMeIaHO3€e IMIIb YMEeHbIaeTCs ero Konn4decTso. B oTiu-
4ie oT 6ore3Hu broxa — Cynbrbeprepa B JaHHOM CTy4ae KOXXHBIM M3MeHe-
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HMAM HUKOIIAa HE ITPEJUIECTBYIOT BOCIIA/INTE/IbHbIE n/unm E€reHepaTuBHbIE
MN3MEHECHNA.

Jleuerne

JledyeHne HOCUT CUMIITOMATIYECKIIT, METAOOTMIECKIII U MTa//INATUBHBII
XapaKTep, HallpaB/IeHO Ha y/Iy4llleH)e COCTOAHNA NallJieHTa, KyIIMpOBaHue
IPUCTYIIOB, KOPPEKIVIO 3a/iepXKKM (PU3NIECKOTO ¥ NCUXUYECKOTO Pas3BU-
TuA. I'MnepnurMenTanuio aedaT MESUKAaMEHTO3HO, XMMUYECKMMU TIMINH-
raMy, KpuoTepamnuei, CBETOBOJ, JTa3epHOI Tepamyeil Wiy KoMOMHaIen
3TUX MeTOfI0B [66]. [I/A ycTpaHeHM A MUTMEHTHBIX HapYIIeHUI UCTIONb3YIOT
BHYTPUKO>XHbIE MHDBEKIIUN KOPTUKOCTEPOUJIOB, PETUHONOB, IIPEIapaToB
Ha OCHOBE 3KCTPAKTa IIJIAL€HThI, YCUINBAIOIIUX AKTUBHOCTh ME/TaHOI€HEe3a.
OpHaKo MOXXHO He COCPeJOTOYMBATLCA Ha JIEPMATONOTMYECKOM JI€YEeHNN,
TaK KaK C BO3pacTOM BO3MO)KHA PENUTMEHTAlMsA 0Opa3sOBaHMII Ha KOXe.
JleyeH1e B OCHOBHOM JIOJDKHO OBITh HAaIIpPaB/ICHO Ha yCTpaHEHMe HEBPOJIO-
TMYEeCKNX U 0 TaTbMOTOTMYECKUX CMIITOMOB, KOPPEKLIMI0 AaHOMAJINIL CKe-
neTa u 3y60UeTIOCTHOI CYICTEMBI, OTIePaTUBHOE YCTPaHEeHNe IOPOKOB Cepala
U KPYITHBIX COCY/IOB.

basospiMu penaparamu i iedeHus CyJOPOKHBIX IPUCTYIIOB IIPU3HA-
I0TCS Ba/IbIIPOAThl 1 KapOaMasenuH. Bo3aMo)XXHO IpuMeHeHue jieBeTHpalie-
TaMa, Tonnpamara u ipyrux AIIM. Ecnu MoHOTepanns He IPUBOAUT K KOH-
TPOJIO HaJl IPUCTYIIAMMU, VCIIONIb3YIOTCS pasIM4YHble CXeMbl IIOIUTEPATINN,
HaIpuMep, KOMOMHAIVA BUrabaTprHa ¢ Banbnpoaramu u ap. [Ipu Headpdex-
TUBHOCTY MEJVMKaMEHTO3HOTIO JIEYE€HN A IPUMEHAETCA HEMIPOXUPY PTUYeCcKoe
BMeIIIATEeTbCTBO.

[NporHos
[TporHo3 3aBUCKT OT TSXKECTU CUMIITOMOB. IIpu TsKenbIx popmax mpo-
THO3 H€6}IaI‘OHpMHTHbII7[. y HaHHOf/I FPYHHI)I ITAaIIVIEHTOB IMEETCA SHAYMTEIIb-
Had 3a7i€piKKa B (1)M3]/I‘1€CKOM U IICUXMYECKOM pa3BUTHUMN, a TaAKXKeE Q)apMaKo—
PE3NCTEHTHDIC IIPUCTYIIbI.

3akK/ouyeHve

Ha coBpeMeHHOM 3Tale pa3BUTUs SMUIENTOIOTUY Bpad MOXET He TOJb-
KO KOHCTaTMPOBaTh HajM4ye NPUCTYIIOB ¥ Ha3HAYaTh IIperaparsl, HOHaBIA-
I0IllJie UX, HO M B 3HAYUTE/IbHOM 4UC/Ie C/Ty4aeB IIOHUMATh, B 4YeM IIPUUYMHA
UIX BOSHMKHOBEHM . DTO MMO3BOJIAET HAJIEATHCS, YTO B 0003puMOM Oyy1ieM
nedeHue psja GopM SMUIEICUN CTAHET He TONTbKO CUMIITOMAaTUYeCKUM, HO
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MaTOTeHEeTNYeCKVUM U B JaTbHelIllIeM — 3TUOTPONHBIM. MOXXHO MpeAIono-
XKUTb, 4TO J/IS1 BO3[IEIICTBUA Ha reHeT4ecKye (OpMbI SNMIETICUY Oy YT MC-
II0JIb30BaHbI «T€HETNYECKIE HOXKHULIbI» VIV JPYTHe METOJMUKMY, TO3BOJIAI0-
Ijye 3aMeHUTH JepeKTHYIO KOIMIO TeHa 3[J0pOBOIi, a /I IpejOTBPALleHIs
VX PasBUTUA — PacIIMPEHHbII HEMHBA3UBHBIN IIPEHATAIbHbINA TECT, BK/IIO-
YAIOIMIT COTHM, @ MOXET OBITH, Ja>ke ThICAYY PasINIHBIX TeHeTYeCKIUX 3a-
6oneBaHMIL.
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KOHTpOﬂ bHbl€ BOMPOCbI

JlaHHbBIe BOIIPOCHI CPOPMYIMPOBAHBI He II0 00pasIly «yrajaiiku» OfHO-
O NPaBUJIBHOTO OTBETAa 13 HECKONbKMX HelPaBWIbHBIX, @ B COOTBETCTBUN
C TPAAMLMAMMI PYCCKOI HayIHOI IIKOMIBI, KOT/ja 00yJaeMblit JOXKEeH Ha OC-
HOBE YCBOEHHOI MHGOPMALIMY ITYTeM YMO3aK/ITIOUeHNUI IPUITU K BHIBOAM
0 TOM, O YeM fla)ke He TOBOPM/IOCH B jeKuuu. Llenb Bompocos — He mTyAn-
pOBaHMe METOAMYKY, @ IPU3bIB K Ja/IbHEIIIeMY M3Y4eHNIO OIICAaHHO ITa-
TOJIOTUN.

1. Kakne aHaMHeCTUMYeCKVe JaHHbIe MO3BOJIAIOT BpPady MPeATIONIOKATD
HaJIM4ue y MaleHTa TeHeTYeCK 00YC/IOBIeHHBIX (OPM SIMIeTICUI?

2. Kakne OCHOBHbBIE VCCIe[OBaHNUsI HEOOXOAMMO Ha3HAYATh MALVEHTY
IPY NIOI03PEHMM Ha TeHEeTIYeCK) 00yCIOBIeHHbIe POPMBI SIVIIETICHN?

3. IIpu KaKuX KIMHUYECKNX IPEUKTOPAX CIefiyeT 3aI0f03PUTDb IeHETH-
4ecKy 00yC/IoOB/IeHHbIe (POPMBI SIIMIETICUI?

4. TIpu kakux MOPQONIOrNYEeCKUX IPEANKTOPAX C/IEAYeT 3aI0J03PUTD Ie-
HeTUYeCKy 00yC/IOB/IeHHbIe (OPMBI SIMTETICUI?

5. Kakue mpeguKTOphbl reHeTH4ecKy 00yC/IOB/IeHHBIX (opM smyiencun
Jierde Bcero OyjeT BHIABUTD Bpady B PyTMHHOI IPAKTUKE B OTCYTCTBYE BbI-
COKOTEXHOJIOTMYECKMX METOMOB MCC/IE/JOBAHNA B €ro JledeOHOM yupexe-
HUW?

6. Kakne pekoMeHmaIuu 1Mo MoBefjeHNI0 HEOOXOAMMO [JaBaTh MAIVEHTy
YL €eT0 POfICTBEHHMKAM?
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