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[ eHeTUYeCcKue TIpennoCbUTKU
cuHapoma lypeTTa

YacTtota cuHgpoma TypetTta coctaBnseTt 0,3-0,9%. Ecnu
poautenn pedéeHka 60JibHbl, TO PUCK BOZHUKHOBEHUS 3TOro
3ab6oneBaHuda y Hero nosbilaeTcs B 60 pas. U3yyeHue
reHeTu4ecKom NoaornJiekKn CUMHAPOMa He TOJIbKO packpbiBaeT
NPUYUHHO-CNIeACTBEHHbIE ME€XaHU3Mbl Pa3BUTUSA G0Ne3HN,
HO 1 NOMOraeT B JIEeYEeHUM LLeNIoro psiia HemponCUXn4ecknx

paccTpomcTs

3HAMEHUT BJIATOAAPA KONPONANIUA

B 1885 r. Kunb fie na TypeTT, yyeHUK dppaH-
Lly3CKOro ncuxmaTpa, cneymanicra no He-
Bponornyecknm 6onesHam KaHa MapTteHa
LLlapko, onncan nopasnTenbHbI CUHAPOM,
BMOC/IEACTBUM Ha3BaHHbIN ero nmeHem. OTnu-
YnTENbHOW 0COBEHHOCTbIO JaHHOTO CUHAPOMA
ABNAETCA HaNMuMe Kak MUHUMYM OfHOTO
MOTOPHOTO TUKa W Kak MUH/MYM OfHOTO BO-
KanbHoro. MoTopHble TUKM CBA3aHbI C HaBA3-
YMBbIMU ABVPKEHUAMN, @ BOKalbHble — C Npo-
M3HOLLIEHNEM KaKWX-TO 3ByKOB unu cnos. M te
1 APYrvie HeBO3MOXXHO KOHTPONMPOBaTh. ITO
HapyLLeHWe LeHTPasbHOWM HePBHOIN CUCTEMbI
MONYYMNO WNPOKYIO N3BECTHOCTb BCNEACTBYE
Konponanuu, npu KOTOPoii YenoBeK Henpous-
BOJIbHO BbIKPWKMBAET HEYMeCTHbIE 1 OCKOP-
6uTenbHble BbiCKa3biBaHWA. OfHaKO 3TOT
CMMMTOM conpoBoxgaeT Tonbko 10% cnyyaes
cunppoma TypeTTa. Elle pexe BO3HMKAOT 3X0-
nanva (MOBTOPEHMe YyXMX CJTOB) 1 Nanunanna
(noBTOpPEHME OAHOrO COBCTBEHHOTO C/I0BA).
Hanbonee 4acTo BO3HMKAIOT MOTOPHbIE
1 BOKasbHble TVKW B BAE MOPraHWA 1 Kall-
nA. [ina cuHppoma xapakTepHbl HEOObIYHbIE
ABVXXEHWA, NofieprnBaHus, CyJOPOXHble
XKeCTbl, FPYMACh, BbIKPUKU. Y HEKOTOPBIX
naLMeHToB 60M1e3Hb CONPOBOXAAETCA NMPO-
ABNEHNAMN B BUJe CTPaHHOrO YyBCTBa loMOpa
1 TEHAEHLMMN K FTPOTECKHBIM, SKCLIEHTPUYHBIM
npopenkam. CnHapom TypeTTa 3aTparmBaet
pa3Hoo6pa3Hble acneKTbl SMOLMOHANbHON
1 dusmonoruyeckon chepsbl.

NOoAPOCTKOBbBIE MPOBJIEMbI
CuHapom TypeTTa B HacToslLLee Bpems
He cuMTaeTCA pefKoil 60nesHblo, HO ero
He BCeraa npaeusibHO AVArHOCTUPYIOT, Mo-
TOMY 4TO 6ONIbLIMHCTBO C/Iy4Yaes NPOTEKAeT
B nerkon ¢opme. 31o 3abonesaHyie yalle Bo3-
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HUKAeT y My>UYUH, YEM Y KEeHLNH — B COOT-
HoweHwwn 3:1. Y niogen ¢ cnHagpomom TypeTTa
YPOBEHb VHTENNEKTa N NPOAOCIIKUTENBHOCTb
XKU3HW HOpManbHble. bonesHb nNpossnAeTca

B IETCKOM BO3pacTe 1 AOCTUraeT nN1Ka B Noa-
pocTkoBOM. /l nockonbKy Ha 3TOT nepuog
NPUXOANTCA NNK Pa3BUTWA MO3ra, TO CUMNTaeT-
cA, uto cuHapom TypeTTa Kakum-To obpa-

30M CBfi3aH C HapyLWeHNAMN UMEHHO 3TOrO
npouecca. EctectBeHHo, cuHapom TypeTTa
OYeHb OCJTOXKHAET XMN3Hb: y AieTell NOABNAIOTCA
TPYAHOCTW B 06yyeHnm 1 B 06LLeHUM CO CBep-
CTHUKamMW. K cyacTbio, y 60nbLINHCTBaA AeTen
CTerneHb BbIPaX@HHOCTU TVKOB YMEeHbLUAeTCA

Mo 3aBepLIeHUN MOAPOCTKOBOrO BO3PaCTa,
a TAXenan cTeneHb crHapoma TypeTTa B 3pe-
JIOM BO3pacTe BCTPEYaEeTCA pefKo.

BEPLUMHA ACBEPTA

Bo3HMKHOBEHME 11 060CTPEHME TUKOB
B HEKOTOPbIX ClyYasx MOTyT MPOBOLMPOBATb
ayTOMMMYHHble npouecchl. TUKU NPeanonoXu-
Te/bHO ABNAITCA Pe3ybTaToM ANCOYHKLUN
Tanamyca, 6asanbHbIX raHrNEB 1 JIOGHBIX
nonen. OfHaKo TMKM — 3TO TONIbKO BepLUMHA
ancbepra. Y 60NbLWIMHCTBA NaLMeHTOB (>85%)
ecTb conyTcTByloLWe 6one3HN: 06ceccrBHO-
KOMMNY/bCYBHOE PacCTPOICTBO (HEBPO3
HaBA3UMBbIX COCTOAHMWIA), CUHAPOM AeduumuTa
BHVUMaHWSA U r’MNepaKTUBHOCTY, HapyLue-
HWSA ayTUCTNYECKOTO CMEKTPA, TPEBOXHbIE
1 fenpeccrBHble paccTponcTaa. K gaHHomy
CYHAPOMY NPUYACTHBI COON B HEMPOHHbIX
CBA3AX KOPKOBBIX 1 MOAKOPKOBBIX CTPYKTYP
rofioBHoro mosra. [lo pesynbTratam nuccne-
[I0BaHVIA YCTaHOBJIEHO, YTO NOAABAAOLLEe
GONbLIMHCTBO CJlyyaeB cMHapoMa TypeTTa
nepefaloTcs Mo HACNEACTBY, XOTA TOUYHbI
MexaHW3M HacllefoBaHMA NOKa He onpeaeneH.
Y nauueHTa ¢ cuHapomom TypeTTa BeposAT-
HOCTb Nepeaayy ero no HacleAcTBy COCTaBA-
eT 6onee 50%. [Mpun 3TOM He y Bcex HocuTenei
3TOro reHeTNYEeCKoro 3aboneBaHNsA NPOABNSA-
I0TCS €r0 CUMMTOMBI. [eHbl MOTYT 3KCMpeccu-
poBaTbCA B CUHAPOM TypeTTa Kak TUK JIerkon
CTeneHn Unm Kak 06CeccrBHO-KOMMYbCUBHbIE
cMnTOMbI 6€3 TUKOB, He Bceraa Tpebytouime
MeAMLMHCKOro BMeLaTeNbCTBa.

HACNEACTBEHHbIE HAPYLLEHUA
HEPBHOW CUCTEMbI

Hapsapy ¢ cuigpomom TypeTTa MHOrne
HelponcuxmnaTpuyeckme 3abonesaHya UMeLT
reHeTuyeckylo nogonneky. OfgHako YTo 370
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3a KOMMOHEHT, A0 CVX MOP A0 KOHLIA Hen3BeCT-
Ho. Ecnn oLeHnTb COOTHOLLEHNME reHeTnYe-
CKOro BKJ1afia 1 posib BO3[eNcTBMA GpakTopoB
OKpY»KaloLLel cpefibl, TO U3 BCEro Kpyra Takux
3aboneBaHn cuHapom TypeTTa XxapakTepusy-
€TCA CamMoli BbICOKOI HacneayeMoCTblo, paB-
How 0,77 (HacnepyemocTb 1 o3HavaeT 100%
reHeTMYecKylo 06yCNIOBIEHHOCTD). [o3ToMy
crHapom TypeTTa yacTo Ha3biBaloT 06pasLo-
BbIM HEiPONCMXMaTPUYECKM 3aboneBaHreM.
TO 3HAUUT, YTO MOHMMaHUeE NexallyX B ero
OCHOBE MOJIEKYNIAPHbIX, KNETOUYHbIX N HENPO-
dU3roNornyYecKNx MexaHn3MoB NOMOXeT Mpo-
NNTb CBET Ha APYrie PacCTPONCTBa NCUXUKM.

FTEHETUYECKAA APXUTEKTYPA
3ABOJIEBAHUA

Ye B HeCKoJbKUx paboTax 6bina 06-
HapyXeHa CBA3b HEMPOMNCUXMATPUYECKIX
PacCTPOWCTB C MepecTaHOBKaMy B reHOMe.
B cnyuae Takux 3aboneBaHui, Kak CMHAPOM
TypeTTa nnu wnsoppeHns, HeNb3sA YCTaHOBUTD
onpeaeneHHyo MyTaumto. Heckonbko reHoB
BHOCAT CBOW BK/af, 1 6onesHb 6asmpyetca
Ha KOMOUHaLMK pa3HbiX HapyLUeHUA —
B TAKOM CJTyyae roBOPAT O FTeHEeTNYeCKo
apxuTekType 3aboneBaHusA. XoTa CMHAPOM
TypeTTa ABNAETCSA CaMbIM HaceyeMbIM pac-
CTPONCTBOM CBOETO KPYTa, BCE «KNPMUUNKI»
€r0 reHeTNYECKO aPXMTEKTYPbI 1O CUX NMOp
He BbIsiBNIEHBI. B pa3HbIx nccnefoBaHumsx
obHapyKmBanacb CBA3b C Pa3fMUYHbIMM
yyacTKamu reHoMa. B movickax reHeTnyeckumx
NpUYMH cuHapoma TypeTTa rpynna yueHbix
cdoKycrpoBana CBoe BHUMaHWe Ha KpYmnHbIX
nepecTaHOBKax reHOMa — Tak Ha3blBaeMbIX
BapwvaHTax uncna konumn (BYK). Ha Hanuune
BYK 6b1110 NpoaHanu3npoBaHo 2434 cnyydas
cuHgpoma TypetTta 1 4093 cnyyad y nnu KOH-
TponbHOI rpynnbl. MiccnegoBaHve npoBoaunv
C yyacTmem pekopaHo 60MbLLoI BbIGOPKY,
NO3TOMY pe3yNbTaTbl ABMAIOTCA CTATUCTUYECKN
[OCTOBEPHBIMM.

BAPUAHTbI YACNA
FEHETUYECKNX KOMUIA

Y yenoseka reHoOM npencTaBneH napa-
MV TOMOJTOMMYHBIX (MOJOBHBIX ApYT APYrY)
XPOMOCOM, B KOTOpbIX ynakosaHa [IHK. B nape
XPOMOCOM COAEPXKUTCA OfMH U TOT e Habop
reHoB, TO CTb B npeane Kaxzbll reH npes-
CTaBeH ABYMs KOMUAMU 1 He 06A3aTeNbHO
naeHTNYHbIMU. OfHaKO B XPOMOCOMaXx Npouc-
XOAAT NePeCTPONKX: Aeneuun n gyninkawum.
[leneuma — 370 yTpaTa YacTyi XPOMOCOMbl,
a fynnmKaumsa — NOBTOPEHME YacTy XPOMOCO-
Mbl. [TO3TOMY Y pa3HbIX MHAMBULOB OfHW U Te
e YYaCTKN XpOMOCOMbI MOTYT ObITb NpefCcTaB-
NeHbl pa3HbIM YNCOM Konuin. B Takom cnyyae
rOBOPAT, UTO Ha 3TOM yyacTke ecTb BUK. B pe-
3ynbTaTe XPOMOCOMHbIX MepecTpoek — fene-
LM 1 ByNAnKaLmMm — 4ncio KONmm pasHbixX
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reHOB ABNAETCA UHANBMAYaNbHbIM ANA
Kaxgoro yenoseka. BYK moxHo oxapaktepu-
30BaTb MO [/IMNHE 1 MO NePEKPLITUIO C FeHamu,
Beb He BCE NepecTpoiikn 06A3aTeNbHO
33/1€BalOT reHbl. YueHble 0To6panu AnnHHbIe
BYK, koTopble NepeKpbIBalOTCA Kak MUHUMYM
C OAHUM 3K30HOM (KOAMNPYIOLWMM Y4aCTKOM
reHa). Okasanocb, uto Takux BUK y niopen

¢ cuugpomom TypeTTa B cpeHeM 6orblue, Yem
Y ML, KOHTPOJIbHO rpynnbl. Ecnn B cpeHem
puvck 3aboneBaHns cocTanseT okono 0,8%,

TO y yenoBeka ¢ 06HapyXeHHbIMU BapriaHTaMu
3TOT PUCK NOBbILLAETCA B ABA pa3a. [puyem
€CJIN CPaBHUTb KONMMYECTBO KOPOTKMX U He
3aUennALMX reHbl NepecTaHOBOK, TO pas-
HULbI NPaKTUYeCKn He byfeT. Ha ocHoBaHWK
3TOro y4eHble CAeNanm BbIBOf, YTO JJIMHHbIE
nepecTpoViku, KOTOpble 3aAeBatoT reHbl, Aei-
CTBUTE/IbHO MIPaIoT 3HAUMMYIO POfb B pef-
pacrnonoXxeHHOCTN K 6onesHu. ObHapyxeHo
[Ba 3HaUMMbIX yuyacTka. Okasanocb, Uto

C cMHapomoM TypeTTa CMIbHO acCoLMmnpPo-
BaHbl reHbl, B KOTOPbIX 3aKOANPOBaHbI 6e/Ku
HeNpeKCKH-1 1 KOHTaKTWH-6. 9To MeMOpaHHble
6enKu, yyacTBytoLime B 06pa3oBaHUM CHaN-
COB — CBA3el Mexay HelpoHamu. Takyto

e KapTuHy Habnofany B pasHbiX HEBPONOTy-
YeCKMX NCCNeAoBaHUAX, B YaCTHOCTY B reHax,
accoLMMPOBaHHbIX C LWN30PpeHen.

JIEMEHUE CUHAPOMA TYPETTA

I PeKTVBHBIX NeKapCTBEHHbIX CPEACTB
AJIA KaXAoro ciyyan TMKOB NPy CHAPOMe
TypeTTa He cyLjecTByeT. B 6onblnHcTBE Ciyya-

eB 6one3Hb NPOTEKAET B N1erkoi Gopme 1 He
TpebyeT dapmakonornyeckoro neveHus. Ecnm
e NeueHue Bce e HeobXoAMMO, TO OHO Ha-

MpaBieHo Ha yCTpaHEeHWe TUKOB 1 yrpaBrieHne
Hanbonee NPo6NEMHbIMY COMYTCTBYOLLMMU
COCTOAHMAMM. YNpaBneHne CMNToMamu npu
crHapome TypeTTa BKiouaeT dapmakonoruye-
CKYI0 U ICUXONOMMYECKYIO TEPanuIo C KOPpPeK-
umein noeaeHnA. ObyyeHme naymneHTa, CeMbm
1 OKPYXKatoLLMX NOAEN — OfjHa U3 KIOYEBbIX
CTpaTerunii IeYeHns 1 B Nerkux ciyyasnx 31o
BCe, uTo TPebyeTca. MoHMMaHWe nayueHTamm
cBoero 3aboneBaHus No3sonaeT 3GpdeKTnB-
Hee ynpaBnATb TMKOBLIMW PacCTPONCTBAMMU.
JlekapcTBa NPUMEHAIOT B TeX Cilyyasx, Koraa
CYMMTOMbI HAPYLLAKT HOPMaJbHYIO XU3Heaes-
TenbHOCTb 6onbHOro. K nekapcteam ¢ Havbo-
nee foKasaHHON 3GPEeKTUBHOCTbLIO B IeUeHUN
TKOB OTHOCATCA TUMWYHbIE W aTUMUYHbIE
AHTUMNCMXOTUYECKME NpenapaTbl, BKYas
pVCnepyaoH, 3MNPacuaoH, ranonepuzon,
numosug 1 onydeHasmuH. Bce oHmn moryt
BbI3bIBaTb JOJITNE N KPAaTKOBPEMEHHbIE MO-
60uHble 3ddekTbl. [0 faHHBIM UCCNeA0BaHNI
yCTaHOBJ/IeHa NepemMeHHas 3pGeKTUBHOCTb
AQHTUIMMEPTEH3NBHbIX CPELCTB KIIOHMAMHA

1 ryaHdaLuHa, KOTOpbIe TakKe UCMONb3YIoT
AR NeYEHVA TUKOB, HO OHW MPY 3TOM MPo-
ABNAIOT MEHEE BbIPaXXeHHbI 3GdeKT, uem
aHTUNCMXOTUYeCKMe cpeacTBa. MiccnenoBaHua
Mo NPVYIMEHEHUI0 MeToKoNpamuAaa (Lepykana)
Mpwv reHepan30BaHHbIX TYKax U BOKanm3aumum
y [ieTeld MoKa3anu NoNoXnTeNbHbIe pesysbTa-
Tbl, OAHAKO NCCNEOBATENN OTMEYAIOT, UTO AN1A
060CHOBaHUA UX UCMOMNb30BaHNA B Neamna-
TPUYECKOW NpaKTUKe HeobxoanMbl 6onee
macluTabHble ncnbiTaHua. Mpu HaBA3YMBBIX
COCTOAHMAX, MPobIeMax C KOHLEHTpaLmen

1 AENPECCUN, HEPELKO COMPOBOXAALLINX
crHApoMm TypeTTa, MPUMEHSAIOT TPULMKIN-
YecKmne aHTMAENPECCaHTbI, CENEKTUBHbIE
MHrMOKTOPbI 06PaTHOrO 3axBaTa CEPOTOHMHA
¥ npenapatbl INTHS.

TatbsAiHa KpnBoMmas, A-p TeXH. HayK, KaHp.
6uion. HayK, npodeccop



