MUHHCTEPCTBO OBPO30BAHUS 1
HAYKU
PECITYBJIMKU KA3BAXCTAH
FO)KHO- KABAXCTAHCKUI
TOCYJIAPCTBEHHbBIN
VYITUBEPCUTET um. M.AYE30BA

NMPE3EHTALUM

L
i

n

Brimmonnwuia: Kyar. A
['pynma: ®K16-2P
[Tpunsna: Hurmarynuna K. I11.



COJIEP)KAHUE

-
[TonsiTre mmM3oppeHnn >

S

e
I'eneTnueckas IMpCAPACIIOIOKCHHOCTD >

_
Kak nepenaercs 001€3Hb U PUCKHU €€ Pa3BUTHS >

-
.__4UTO nenark €civ, BpOKACHHAA MPEIPACIIONOAKECHHOCTD >

_
CratucTtnyeckme gaHHble reHeTU4YeCcKou >
- TTEopnn




ITonsatue mu3odppeHun

[MIu3odpeHus - 3To TAKEI0E ICUXUUECKOE PAaCCTPONCTRBO,
BIIMSIIOIINCE HAa MHOTHE (DYHKIIUH CO3HAHUS M TTOBEICHHUS, B TOM
YHCJIC MBICITUTEIIBHBIC IIPOIIECCHI, BOCIPHUATHE, SMOIuH (a(pdEKTHI),
MOTHBAIIMIO U JaKe JBUTATEIIbHYIO chepy.




[ eHeTHYEeCKasd MpeapacIioIOKEHHOCTD

IIpoBojs aHANMW3 ¥ TUATHOCTUKY TOTO WJIM MHOTO THUIIA
PacCTPOMCTBA, CI0XKHO OLICHUTH, IPHOOPETEHHOE OHO MU
BpOXKJIeHHOE. JI0 CHX IMOp HET JOCTOBEPHBIX (DAKTOB,
MOATBEPKAAIOIINX UCTUHHYIO IPUPOAY MIU30(PPEHUH. XOTS 110
COBPEMEHHBIM IIPEICTABICHUAM 3TO 3a00JIeBaHKE B OOIbIIICH
CTENCHM CUMUTACTCS HACISACTBEHHBIM, TOUHBIN MEXaHNU3M €T0
nepeayn 10 KoHIla He u3y4deH. bosie3Hs nepenaeTcs Kak MpsMbIM
IIOTOMKaM, TaK 1 4epe3 MOKOJICHMS.




['eHeTYECKHE MCCIeIoBaHUs ITU30(PEHUYECKUX
PacCCTPOMCTB Ha4YaIuCh emie B 20-x romgax mpouuioro Beka. J{o
CHUX IIOp IPOAO0JIKAETCS MOMCK U aHAJIU3 T€HOB, KOTOPBIE
aCCOLMUPYIOTCS ¢ mn30(ppeHueit. 3BecTHO, 4TO 00JIE3HB
CBsI3aHa C HAPYLICHUSIMU OMOXUMHYECKOTO
(YHKIIMOHUPOBAHMS TOJIOBHOTO MO3ra. YacTo y O0JbHBIX
HaOII0/1aeTCsl MOBBIIIIEHUE YPOBHS JoaMuHa U KoJIeOaHuUsI
CEpOTOHHHA. | €HBbI, CBSI3aHHBIE ¢ OOMEHAMU ATUX MEIUATOPOB
B OpraHuU3Me HaujaeHbl Ha 1, 6, 8, 13 u 22 XpoMocomax.
CrnenuanucThl MBITAIOTCS OTCICAUTD ONpPEIeICHHBIE (POPMBI
ATHUX F'€HOB, KOTOPBIE Yallle BCETO BCTPEUYAIOTCS Y OOJIbHBIX
mu3odpeHuend. AKTUBaIUS MU30(PPEHUYECKUX TEHOB MOXKET
OBITH OOHApY>KEHA €I1Ie Ha paHHEeW CTauM pa3BUTHS
sMOpuoHa. OJHaKO, BBISIBIICHHBIC T€HETUUECKUE U3MEHEHUS
HE SBJISIOTCS CIIeU(PUISCKUMU JIJIs1 TaHHOW 00JI€3HU, OHU
MOT'YT BCTPEYaThCs U MPU MCUXUUECKUX TATOJIOTUSIX APYTOTO
THIA, U JaXKe MPU ICUXUYECKOU HOPME.



Het kakoro-to 0JJHOro reHa, HaJIn4re KOTOPOTrO MOXKET OBITh
rapaHTHEN pa3BUTHA MU30PPEHUH. 3a BOSHUKHOBEHHE
paccTpoiicTBa OTBEYAET MHOKECTBO T€HOB. HUKTO HE MOXKeET
CKa3aTh TOYHO, YTO YEJIOBEK, Y KOTOPOTO HAWJICHBI
«IM30(PEHUYECKHE» POPMBI TEHOB, 00s3aTEIBHO 3a00JIEET.
PaBHO Kak HET rapaHTUd TOTO, YTO OOJIE3Hb HE PA30BHETCA,
€CJIA TeHETUYECKUE Je(PEKThI OTCYTCTBYIOT. BEpOsSATHOCTH
MU30(PEHUHN Y KOKIOTO U3 MOHO3UTOTHBIX OJIM3HEIOB BHIIIIE,
YeM y AU3UTOTHBIX, HO HUKE 100%. DTO 03HA4aeT, 4To TaHHOE
3a00JIEBaHUE MTEPEIACTCS MOJUT€HHO, 110 JUHUU MAaTepH, OTIA
WJIM Yepe3 000UX POIUTENIEH Cpa3y, U HE SIBIAETCS YUCTO
reHETHYECKHUM. Pa3BuTre 00JI€3HU 3aBUCHUT U OT CPEBI.
AHanu3 o0IIMX MOKAa3aTeNIel HACIeAyeMOCTH N30 PEHUN
BBISIBUII, YTO TeHeTuKa BausaeT Ha 70—-90%.



Kak niepemaercs 001€3Hb, PUCKH €€
pa3BUTHSI.

[Tpu ananuze cemei, rae ObuIa MKU30(PEeHUs B POy, 00HAPYKHUJIH,
YTO CPEAM MX YICHOB YaCTO BCTPEYaeTCs Kak cama 00jIe3Hb, TaK U
aHOMaJInM xapakrepa. YacTtora pacCTpOUCTB HAPACTAECT
IPOMOPIMOHAIBLHO CTEIIEHU KPOBHOIO POJCTBA, YEM OHO OJIMKE, TEM
BBIIIIE BEPOATHOCTh BO3SHUKHOBEHUS MICUX030B. OTCAEAUTh XapaKTep
HACJIECACTBEHHOCTH IHU30(PPEHNH JOCTATOYHO CJI0KHO U3-32
MHOrooopasus ¢opm 00J1e3HH U THIIOB e€e TeyeHudA. B xone ananuza
PE3YIbTAaTOB UCCIEA0BAHUI OBLIIO 00OHAPYKEHO YACTOE KIMHUYECKOE
CXOJICTBO TICUX030B Y POACTBEHHUKOB. M3 3TOr0 MOXKHO CcaeiiaTh
BBIBO/I, YTO BO3PACT Havyajia 3a00eBaHusI, TUII ICUX030B, UCXO]
00JIe3HM IIepeIaeTCsd TeHETUUECKU. XOTs B OTHOM CEMbE MOTYT
BCTPEUATHCS U pa3HbIC MO TSHXKECTH CIIyYau, 4YTO MOXKET OBITh CBSI3aHO
C BJIMSIHHEM BHEIITHHUX (haKTOPOB.



PaccMOTpuUM pUCKHU pa3BUTHSI OOJIC3HMU:

eciii 00JI€3Hb €CTh TOJBKO Y MaT€pH WUJIUA TOJBKO y OTIIA,
BEPOSITHOCTH 3a00J1eTh cocTaBisieT 12—14%;

oT 000uX OOJBHBIX poauTesiel muzoppenus nepeaaercs B 40%
CIIy4aeB, MPUYEM POXKICHHBIE C U30(PEHUEH NIETH CTPaAaroT
MCUX03aMu 00JI1e€ TSHKEI0TO TUMIA;

JMAarHOCTHKA PAacCTPOIMCTBA y Opara Uiy CECTPhI MOBBIIIAECT PUCK
10 15—-16%, Takoi ke 1mokaszareiib U 'y JU3UTOTHBIX OJIU3HEIOB;
y MOHO3UTOTHBIX OJIU3HEIIOB CaMblii BHICOKUI PUCK Pa3BUTHUSI
0OJIe3HM, aHAJIU3 JJAHHBIX MTOKA3bIBAET, YTO OH MOXKET OBITH J10
46%;

eciii 00JICIOT OTAAJICHHBIE POJCTBEHHUKH, TAKHUE KaK Js1/I1, TETH,
PHUCK COCTaBISAECT OKOJIO 3%.

Ecnu B Bareil ceMbe HET OOJIBHBIX, TO Balll
PHUCK pa3BUTHS 3a001eBaHus paBeH 1%.
VYuuTeiBasi, 4TO KpUTESPUH JUATHOCTHUKHU
mK30(pEHNUH B IICUXUATPUHN Pa3HBIX CTPaH
OTJIMYAIOTCS APYT OT APYyra, CTaTUCTUYECKHUE
JAHHBIE UCCIEAOBAHUN TOXKE PA3HATCS.



Yro nenarp, €Clid €CTh BPOKIACHHAS
[IPEAPACIIOIOKEHHOCTD K
mu30(ppeHUN?

Eciu B ceMbsix 000MX poauTeied ObLIM cJIydyan 00J1€3HM,
CJIOKHO OIPeAeJUTh TOYHO, OyeT Ji Y pe0eHKAa TUarHo3
BPOKIACHHAS K30 peHus, HO HA ITAIE IVIAHUPOBAHMS
CeMbH CTOUT NMPOKOHCYJILTHPOBATHCH € FTEHETUKOM. TaKkxke
MOXKET OBITh CJIEAYET CJIeJIaTh BHYTPUYTPOOHOE 0OCIIEI0BaHUE
aMOpuoHa. MHOTHE MEAUIIMHCKUE IIEHTPHI ITpeiaratoT yCiayTru
10 BBISIBJICHUIO Y SMOpUOHA MapKepoB MNU30(QpeHnH, A1e(HEKTHBIX
dbopm reroB. OgHako, Takas quarHoctuka He gaet 100%
rapaHTUi TOro, HACTYNUT 00JIe3Hb WM HET. [{axke, eciu aHanu3
PUCKOB HE YTEHIUTEIbHBIN, OyIyIINE POJUTEIIN CIIOCOOHBI
MUHUMU3UPOBATH BHEITHUE (PAKTOPHI, KOTOPHIE MOTYT CTaTh
IIYCKOBBIM MEXaHU3MOM Pa3BUTHS PACCTPOUCTBA.



NHpexunonHas 00JIe3Hb MAaTEPU B IEPBOM TPUMECTPE
OEpEeMEHHOCTH OnacHa JJisi SMOpPHUOHA U TTOBBIIIAET PUCK
pa3BuUTHs U30(PpeHnn y pedeHka. I103ToMy XKEHIIMHE CTOUT
€III€ Ha 3TaIlle IUIAHUPOBAHUS IPONTH HEOOXOIUMYIO
BaKIIMHALIMIO U OOIIYI0 TUATHOCTUKY COCTOSHUSA 370POBBSI.
Crnenyer Takke MUHUMH3UPOBATH JIFOOBIE CTPECCHI JJIs1
SMOpPHOHA, BEPOSATHBIE OCITOXHEHUS MPU POJAX U MPOOIEMBI C
BbIHAIIIMBaHUEM. JIOCTOBEpHO HEU3BECTHO, UTO CUJILHEE BIIUSIET,
TeHbI Wu cpena? BhICOK pUCK pa3BUTHS IMIU30(PEHUH, €CIIH
POIUTENN XOJOAHBI K peOCHKY, PEIKO €ro XBaJsAT, MOCTOSTHHO
JETAI0T 3aMEUYaHUsI, OTHOCSTCS K HEMY JK€CTOKO. bbIBaeT v Tax,
YTO XOpoIlas cpeia nooexaaeT mioxue reusl? HecMoTps Ha To,
YTO OOJIBIIIMHCTBO TUIIOB MNW30()PEHUHN EPEAAETCS 10
HACJICJICTBY, U3PAMJILCKUE YUCHBIC TPOBEJIM aHAJIU3 U BBISIBUIIH,
YTO CaMbIl 3HAYUMBIA CPEAOBOM (DAaKTOP — ATO MEPCOHATBLHOE
BHUMaHHUE K peOCHKY. BocnuTaHnue B yCIOBHUAX JIFOOAIIEH CEMbHU
JAeT BBICOKHME IIAHChI U30€KaTh O0JIE3HU, WU CAENaTh €€
TE€YEHHE 00JIEE JIETKUM U MPOTHO3 OJIAarONpPUSITHEE.



Puck 3a6oneBaHus wusodpeHmnen
AN POACTBEHHUKOB 60MbHbIX

CTeneHb poacCTBa Puck (%)
B uenom B nonynauunu 0,5- 1%
Cynpyru 1- 2%
PoACTBEHHUKM 3-1 CTEMEHU POACTBA 1-2%
Cn6Cbl pogmTenen npobaHaa 1-2%
MnemMaHHNKK 3-4%
BHYKM 4-5%
Poautenun 5-6%
Cunécol 8-9%
[leTn ogHoro 60nbHOroO poauTens 12-13%
Cn6Cbl C OAHMM 13 6ONbHbIX poaUTeNen 15-17%
JIN3NroTHblie 61n3HeLbl 13-17%
MOHO3UTOTHbIEe 6NU3HEeL,bl 47-48%

[letTn ¢ AByMA 60bHbIMW poanTENAMMU 45-46%




Crarucrtuueckue naHdble
«TEHETUYECKOU TEOPHUI)

Ha cerognsmHuil A€Hb ICUXUATPUS HAKOITMIIA JJOCTATOYHO
nH(pOpMaLIMHU, YTOOBI MPUNUTH K ONPEICIICHHBIM BBHIBOJIaM B
BOIIPOCE, KaK nepegaeTcs mu30(peHus no HacaeCTBY.
MenunuHcKas CTaTUCTAKA YTBEPIKIAET, UTO €CJIM B Balllen
POJIOBO JTMHUU TTIOMpPAYEHHI paccy/ika HET U He OBLIO0, TO
1 BEPOSITHOCTH 3a00J1eTh y Bac — He Ooiee 1%. Onnako,
€CJId Takue 3a00JICBaHUs BCE-TaKW OBbLUIM Y BallIUX
POACTBEHHUKOB, TO U PUCK COOTBETCTBEHHO
YBEJIWYMUBAECTCSA U COCTABIAET OT 2 10 moutu 50%.

Camble BBICOKHE TTOKa3aTesn 3aUKCUPOBaHbI B Mapax
OJTHOSIMIIEBBIX (MOHO3UTOTHBIX) O1M3HEI0B. OHU UMEIOT
COBEPIIICHHO UJICHTUYHBIE TeHbl. ECIM 0quH 13 HUX
3a00J1€J1, TO Y BTOPOTO PUCK BO3HUKHOBEHUS MMaTOJIOT MU
cocraBisaeT 48%.



bonbiioe BHUMaHUE MEIUIIMHCKOTO COOOIIECTBA MPUBJIEK CIIyYaid,
OMMCAaHHBIN B Tpyaax no ncuxuarpuu (MmoHorpadus D. Rosenthal et al.)
emte B 70-e romer 20 Beka.

Otel YeTBEPKU OHOSIMIIEBBIX OJIM3HEIIOB — ICBOYEK CTpagall
MCUXUYECKUMH OTKJIOHEHHUSMH. J[€BOUKH pa3BUBAINCH HOPMAIIBHO,
YUYUJIUCh U OOIIAIMCH CO CBEpCTHUKAaMU. OJHa U3 HUX HE OKOHYMIIA
y4eOHOE 3aBE/ICHUE, HO TPOE 3aBEPIIIN OOYYEHHUE B IIKOJIE
osaromnony4yHo. OnHako B Bo3pacte 20 — 23 rojia mMn30uHbIe
paccTpoMCTBA pacCydKa CTajdu pa3BUBAThCs Y Bcex cectep. Camas
TsKesast opMa — KaTaTOHUYECKas (C XapaKTEpHOM CUMIITOMATHUKON B
BH/JIC TICUXOMOTOPHBIX PACCTPOUCTB) ObLIa 3a)UKCUPOBAHA Y HE
OKOHYMBILIEH IIKOJY JEBYIIKU. KOHEYHO, B MOJOOHBIX SIPKUX CIIyUasiX
COMHEHMH, 3TO HACTIEACTBEHHOE 3a00JIEBAHUE UIIU IPUOOPETEHHOE, Y
MICUXHUATPOB MIPOCTO HE BOZHUKAET.




46% BEpOSATHOCTH 3a00JIETh Y IMMOTOMKA, €CJIM B €r0 CeMbe 00JIeH
OJIUH U3 pojuTeNelt (M MaTh, WK OTell), HO BOT 1 0alyIika, 1
aeayiika 00JabHBI 00a. ['eHeTHUecKkoe 3a00IeBaHE B CEMbE B
TaKOM CJIydae yKe Takke (PakTUIeCKU MOJTBEPAKICHO.
AHaJOTUYHBIN MPOILIEHT PUCKa OyJeT y YeI0BEKa, Y KOro U OTell, U
MaTh ObLJIM IICUXUYECKHU OOJIbHBI IPU OTCYTCTBUHU aHAJOTUYHBIX
JIUArHo30B CPeIN UX poauTeneit. 31ech TakkKe JOBOJIBHO JIETKO
MPOCIIEIUTh, YTO OO0JIC3Hb MAIIUEHTa — HACJICICTBEHHAs, a HE
nproOpeTeHHasl.

Ecnu B mape pa3HosIeBbIX OJHU3HEIIOB Y OJHOTO U3 HUX
oOHapy’KeHa MaToJ0Tus, TO PUCK BTOPOTO 3a00JI€Th COCTABUT
15-17%. Takas pa3HuLia MEXIY OTHOSAUIIEBBIMUA U
Pa3HOSIUIIEBBIMU OJTM3HEIIAaMU CBs3aHa C OJIMHAKOBBIM
Ir€HEeTUYECKHMM HabOpOM B MEPBOM Cllyyae, U pa3HbIM — BO
BTOPOM.
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