HacneacrtBeHHble OONe3Hn n nx
knaccupukaums. 3aboneBaHns C
HacneacTBeHHOU
npeapacrnonoXeHHOCTbHO.

—



HacrnenctBeHHble OOfe3Hn U CMHOPOMbI - 3TO
naTtoriorn4ecCckne COCToOAHUA, B OCHOBE KOTOPbIX

nexntT uaMeHeHme HacneagcrseHHoro mMarepunaria

(MyTauus).

\



HACIELCTBEHHbIE BOJIE3HU

FEHHbIE XPOMOCOMHBIE

MYINbTU W3MEHEHUE
MOHOIEHHbIE MNOJIIFEHHbBIE DAKTOPUAID - YUCIA
HbIE XPOMOCOM

A -AOMUHUPYIOLUE MOHOCOMUA

A - PELUECCUBHBIE TPUCOMUA

XPOMOCOMHBIE

X - CLUENMNEHHLIE NEPECTPONKU

Y - CUENNEHHbIE




XPOMOCOMHbIE OONEe3Hn (CUHOPOMbLI) — 3TO rpynna
BPOXOEHHbIX naTonorM4ecknx COCTOSAHUM,
NPOSABAAIOLWMXCA  aHOMaNUAMMU pPa3BUTUS "
OOYCrOBMNEHHbIX  HapyLUEHUAMM  4ucna Nnu
CTPYKTYPbl COMaTUYECKMX XPOMOCOM (ayTOCOMHbIE
CUHOPOMbI) UMM MOMNOBbLIX XPOMOCOM (FOHOCOMHbIE

cuHgpombl). x obuiasg 4actota B nonynsymm —
okono 1%.

\



Cunpapom LLepelwieBckoro -
TepHepa
— 9TO KIMMHMYecKoe NposiBNeHne aHoManmm
OfHOM U3 X-XPOMOCOM Y JKEHLLIMH.
CwunHgpom TepHepa B 60% crnyvaes
0bycnoBneH MOHOCOMMEN X-XPOMOCOMbI
(kapuotun 45,X). PacnpocTpaHeHHOCTb
cpenw geteit, poANBLLMXCS XMBbBIMU,
cocTasnseT 1:5000 (y gesoyek 1:2500).
CvHOpoM xapakTepusyertcs
MHOXeCTBEHHbIMW NOPOKaMM PasBUTUS
cKeneTa n BHYTPEHHWUX OpraHoB.
BaxHelLume eHoTUNMYeCcKkne NpusHakn:
HW3KOPOCHOCTb M NMOMHOe OTCYTCTBUE
ANYHMKOB. [1pyrne npuaHaKku: kopoTkas Lwes
C KPbINOBUAHBIMM KOXKHBIMM CKNagkamu,
HM3Kas NMMHUS pocTa BOMOC Ha 3aTbinke,
6oukoobpasHas rpygHas Knetka,
HapyLeHue nponopuwnii nuua, O-obpasHoe
NCKpuBeHue pyk (aeopmaLms NoKTeBbIX
cycTaBoB), X-06pa3Hoe UCKPUBNEHWNE HOT.

CvHapom 3asapacal(47,XX/XY+18)
TPHCOMHA NO XPOMOCOMe 18
FKOH 3gpapac, AHMMWA, UWTOreHeTuk, 1860r
1:7000 HOBOPOXKAEHHEIX, ¢ B 3 paza bonbwe &

MprynHbI:

CUMNTOMBL:

Tp ncommua no 18 XPOMOCOME (HepacxoxAeHUE XPOMOCOM B
Mei1o3e, pUCK NOBLILIASTCA C BO3PACTOM MaTeph; ~ 90%)

MOSaMLI,VIBM {Hepacxo¥ AeHME BOZHMKAET B KASTKE 3ap0oAkila Ha PaHHMX
CTaAMSAX ero passrTKS, HAPYLLIEHME KapHOTHNA 3aTParMeacT TOALKO HEKOTOphIE
TKAHW 1 OpraHel (46, XX/ 47, XX, +18); ~10%) :

Hu3kaa macca npu po:xaeHnn

CHWKEHHAA ABWIraTe/ibHaA AKTMBH OCTb
aHoMariuu MO3roBOro U AIMLIEBOTO Uepena
rAasHble WEenu Y3KUEe U KOPOTKUe

YIWHbIe pakoBUHbI AecopmMupoBaHbl
aHomMaribHOE pa3BUTUE CTONbI

- n OKWU CE| aunk MHbIX COC
P aua u Kpy

OB
DKUMENTBHOCMB XKUSHU : 63%/0 LETel AOXUBA0T A0 3 MECALEE, A0 roga 5-10 %.

OcHOBHAaS NPUSUXA CMepPMU - OCTAHOBKA AbIXAHWA 1 HAPYLWeH A PaboTel CEPALA 1
noYex.
Ocmasuuecs 8 xuskix — 2ayboKue 0auzogpess:

CUHAOPOM KnanHdenbTepa

CuHagpowm KnanHdenbTtepa
BcTpeyaercsa y 1 us 500
ManbyukoB. [InA cuHapoma
KnanHdenbTepa xapakTepHbl
cneaywowme rpu3HaKku:
BbICOKOPOCIOCTb,
HenponopuMoHanLHoO
ANUHHbIE HOTU .

HapyweHua B pa3Butum

NonoBbIX OPraHoB
oGHapyxuBatoT

B Nny6epTaTHOM nepuoge u
nosgHee. bonbHbIE, Kak
npaswuno,

oecnnoaHbl.

Klinefelter
syndrome

CuHpgpom [layHa

CuHpgpoM JlayHa - ayTOCOMHbI CUHAPOM, Npu

KOTOPOM KapuoTun npeacTaBieH 47

XpPOMOCOMaMM 3a CYET A0MNOJIHUTE/IbHOM KOMUK

XpoMocoMbl 21-o# napbl. CuHApoM [ayHa

perucTpupyetcs c yactotoi 1 cayyain Ha 500-800
HOBOPOXAEHHbIX.A

deHoTunnyeckne NpusHaku cuHapoma [ayHa npeacraBaeHsl
6paxuuedanueir, NI0CKUM IMLLOM U 3aTbIIKOM,
MOHTOJI0UAHbIM Pa3Pe30M I/1a3HbIX LWENEN, ANMUKaHTOM,
KOXXHOW CK/1afKOW Ha Lee, YKOPOYEHUEM KOHEYHOCTEMN,
KOPOTKOMaNoCTbH, MONEPEYHON NaJOHHOM CKAAAKOM U Ap.
CuHapoMm JayHa y pebeHka MOXeT ObiTb BbISBAEH
npeHatanbHo (Mo AaHHbIM Y3U) uan nocae poXxaeHus Ha
OCHOBaHWM BHELLHWX NMPU3HAKOB U FEHETUHECKOTO
uccnepoBaHus. Bnepsble cMHAPOM JayHa onucan aHrIMACKUAA
nepmatpAl. [layH B 1866 1., 0a4HaKO XpOMOCOMHas MpUpoaa U
CYTb NaTo/IorMm (TpUcoMmus no xpoMocome 21) Gbina BisBAEHA
noyTu ctoneTue cnycts. Jetam ¢ cuHapomom flayHa tpebyercs
[ONONHUTEIbHAs MeAULIMHCKas MOMOLLLb CO CTOPOHbI
pas/IyHbIX CNELUANUCTOB, B CBA3U C YEM OHM COCTABAAOT
ocobyto KaTeroputo BAIE4UATPUMN.




MoOHOreHHble 3aboneBaHMa - 3TO NATOSIOrMUA,
NMPUYNHON KOTOPOU SABNAKTCA MyTauun OTAENbHbIX
reHoB. MoHoreHHble 3aboneBaHUA HacneaylTcs B
COOTBETCTBUU C 3aKoHamMn MeHpgenda: no ayTOCOMHO-
OOMWHAHTHOMY, ayTOCOMHO-peLIeCCUBHOMY, X-
CUEnMEeHHOMY  OOMMHAHTHOMY,  X-cuenfeHHOoMY
peLEeCcCMBHOMY, Y-cuenneHHoOMY 7
MUTOXOHApPWaNbLHOMY MyTU HacneaoBaHUA.
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Buornorusi. YenoBek 1 ero 340poBbe

MoHoreHHble HacneacTrBeHHble
3abonesaHun

* AnbbuHN3IM, PeHUNKETOHYpPUSA,

BOII €3HU * [anakrozemua

obmeHa * BonesHb Tea-Cakca

e [TonnpakTnamna

e ApaxHogaktnnma (cuHapom MapdaHa)

BeLlecTs

e CepnoBUAHO-KNETOYHas
aHemus

e Tanaccemusn

MoneKynapHble
bonesHun

i]’?'éﬁzﬁfblét
3aboneBaHus, * [emopunnuna
CuenneHHble C e [1anbTOHU3M
noaom ‘ J




MynbTnugoaktopuanbHble  3aboneBaHna —  3TO
3abonesaHunsa, BO3HMKaKOLWMe npu HebrnaronpmaTHOM

coyeTaHum psaa doaKTOpOB: reHeTU4YeCcKunx
O0CODEHHOCTAX (reHeTNn4YecKom
NpPeapacnofioXXeHHOCTN) U BIUSHUA  «BHELUHEW
cpeabl» - BpedHbIX MpuBbIMEK, oObpasa XKMU3HW,

npodeccuoHansLHON OeAaTeNnbHOCTU U OPYrux.

\



CBOMCTBA MYJIBTUPAKTOPHAIHBIX 3ABOJIEBAHHNA

B 3THOJIOTHH npeopacnonoiHceHHoCns Xapaxkmep Hac.1e006AHUA
BAMCHA K 00J1€3HH 3a8ucumn He 00BACHAETCH
POT6 UIMEHEH U oM 00161020 HUCTA 2EHO8 MOTBKO MEHOETEECKUMI
8 2eHome (beHOMEH AaTTHTHBHOCTH) 3AKOHAMU
v

npeopacnooHceHHocms
peaIu3yeTcs OO 6UAHIUEM
001611020 HUCIA
gaxmopoé cpedot

Ilpumepsl:

* Hmemu4yecrasi 00.1e38b cepana (MbC) * ${I3BeHHas1 00.1€3Hb /KeIVIKA H KHIIeYHHKA
* I'uneproHnyeckasi 00.1e3Hb * Ilcopuas

* bpoHXHa.IbHAd acT™Ma * JNuIencus

* CaxapHbli JHadeTr * CHCTeMHasi KpacHasi BOJIYaHRA

W
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MuTtoxoHAapwarnbHble DONe3HNn— rpynna HacneacTBeHHbIX
3aborneBaHun, CBSA3AHHbLIX C HapPyWeHUAMU paboThl
0CODbIX opraHen — MUTOXOHOPUMN.

B MutoxoHOpusix npoucxogut cuHTe3 95% KneTouyHou
oHeprun (B Buae Monekyn aaeHo3nHTpudocdhopHom
kncnotbl unn AT®), nayuwien Ha nogaep)XaHue >KMU3HU U
pocTa opraHu3ma.

Korpa wmutoxoHapunm He paboTtalT, B  KIeTKe
BblpabaTbiBaeTCA BCE MEHbLLUE U MEHbLUE SHEPIUU, YTO
npuBoOUT K  HapyweHuro ee  yHkuun.  [lpwu
MUTOXOHAPUanNbHbIX 3aboneBaHUsAX cTpagatT Oonblie
BCEro KNeTku rofioBHOro Mosra, CKefieTHOM MycKynaTtypbl,
cepgua, ne4vyeHn, novek, SHOOKPUHHOW W ObliXaTeNbHOU
CUCTEM.




MuToxoHapuanbHble DOe3HN

MyTaumm reHOB MUTOXOHAPUANBHOro reHomMma nexar B
OCHOBE MUTOXOHAPWarnbHbIX BonesHewu:

HacnencreseHHOW onTuveckon HemponaTtum Jlebepa;

CuHpgpowma Jlen (obycnoBneH gereHepaTtuBHbIMU U3Me-
HEHUAMW CTBOJSIa rOfIOBHOro MO3ra)

HeunpoceHcopHasa rnyxoTa;

CuHgpoma lNmnpcoHa (HapyLueHne KPOBETBOPEHUS U
byHKUMM NOoKENYAOYHOM Xenesbl):;

MMTOXOHﬂ,pMaﬂ bHaA KapanoMmoraTtud,

CuHapom Anbnepa obycrnoBneH gereHepaumen TKaHen
ronoBHOro Mmosra( AemMeHuus, crnenoTa, ANCPYyHKLMS
NneYyeHu.
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bonesHn wuMmnpuHTUHra — AandpddepeHunanbHas
9KCMpeccua reHoB WU MPOSABNEHUA MyTauum B

3aBNCNMOCTU OT X POANTEITBCKOIO NMPOUCXOXKOEHNA.

|/|MI'IpI/IHTI/IHFy OoTBOAAT Ba>XHYHO POJib B OHTOINreHe3e.

\



Mpumep 60n€3HU MMNPUHTUHTA:

nopgas/ieHue aKcnpeccumn nnum geneuma reHos 15-
U XpPOMOCOMbI

CuHppom Mpagepa—Bunam  CuHgpom AHrenbmaHa -

n3IMmeHeH1nA B OTLI,OBCKOﬁ 3aTPOHYTa XpOoMOCOMa
Xpomocom martepu

XapaKTepusyeTcn CHMNXeHuem XapaKTepHa Gonee
MbILLEYHOro TOHYyCa, BblpaKeHHaA 3a4eprKKa

3a4epPXXKOWU NCUXUYECKOro
pa3BUTUA, KOCOrNasnuem m
OXKUPEHUEM

NCUXUYECKOro pa3sBuUTUA,
HapyLleHue CHa,
XaOTUUYHOCTb ABUXKEHUM

N



® B0/1e3HN, BOSHKaOLLE Mpy HECOBMECTUMOCTI MaTepy 1 nao4a Mo
aHTveHam (Ar), pasByBaloTCs B pe3ysibTaTte MMMYHHOW peakLim
MaTepy Ha A moda. KpoBb MioAa B HEOOLLLIOM KOMANYECTBE
NonafaeT B opraHyn3m 6epemMeHHon. Ecav nao4 yHacieaosas o7
OTLa Takow annesb Ar (Ar), KOTOporo HeTy mMatepu (Ar-), To
OpraHn3M 6epeMEHHON OTBEYAET MMYHHOWN peakumen. AHTUTENa
MaTepV, MPOHNKasa B KPOBb M0AA, BbI3bIBAIOT Y HEFO NMMYHHbIV
KOH@RAVKT. Hanbomee TMAMYHOE 1 XOPOLLO M3YyYeHHOE 3abosieBaHne
3TOW rPYMAMbl — re Mo/INTNYeCKas 60/1e3Hb HOBOPOXAEHHbIX,
BO3HVKalLLada B pesy/ibTate HECOBMECTUMOCTI MaTepW 1 mo4a rno
Rh-Ar. Bo/1E3Hb BOSHNKAET B TEX CryYasx, KOrAa Matb UMEET
Rh= rpynny KpoBw, a MaoL yHacnegosas Rh* asnnesb oT oTLa.




HOBOCIH

Y auiKeHa3CKUx eBpeesB OGHGPY)KeHa reHeTnyeckKasn
npeapacnoyiooXeHHOCTDb K u.msocbpemm

26.11.2013

CoBMeCTHOE UCCNeA0BaHME U3PAUNBCKUX U AMEPUKIHCKMX YUEHbLIX BbIRBUNO MeH, YBENNUYMBIOLWMMA WAHCHI
espees-aweHazos Ha 2abonesaHne aywesHbLIMM PACCTPOMCTEaMM. Ha Apyrve rpynnel HACeNeHUs 3TOT reH
OelCTBYeT B MeHblen cTeneHun, coobwaer Mao 3dpaTtv B razerte "Maapeu”.

CornacHo UCCNeaoBaHUID, HanuUYMe 3TOro reHa y espees-awkeHazos Ha 40% nosbiWwaeT ux WwaHcs 2abonets
wuzodperHmnen, wmzoaddexkTueHsIM paccTponcTeom u BunonapHeiM addekTUBHLIM pacCTPOMCTBOM,

Mpy HaNUUMKM BTOrO Xe reHa y Apyrux rpynn HaceneHus, OH NOBbLILWAeT uX WaHcsl Ha 3abonesaHue
AyWweBHbIMM PacCcTPOMCTBaMM BCero Ha 15%.

WccnegoeaHue nposoaunocs npodeccopom Apuanem [apbacu uz Espenckoro yHusepcuteTa B Mepycanume u
AOKTOPOM ToaomM NaHueM 1z MHCTUTYTA NCUXMATPUYECKUX MCCnenoBaHmnii ®aiHWwTenHa 8 Heto-Mopke.

YyeHble 0TMeUaioT, 4To B npownoM Buinv 06HApYXEeHs! M ApYyrue reHsl, 0TBeYawme 23 AylwesHbe
pPacCTpPoOMCTBa. Ha AaHHbLIM MOMEHT uccneaosateny paboTaroT Haa TeM, 4Tobbl BuISBUTE KaK MOXHO Bonswe
NpUYMH aywesHbixX 2abonesaHnin. YueHble HagerTca, 4To 8 Oyaywenm 310 npuseaeT K pazpaboTke HOBbIX,
Bonee apdeKTUBHLIX NPenapaTos ANA neyeHue wmnzodpeHnn u Apyrux NCUXMYecKnx paccTponcTs.

NEWSRU.co.il
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«lcuxuueckoe 3aboneBaHune: eBperckan 6one3Hb»

-.XOTAl BCE €BpPeH He ABAAIOTCA NCHXHYECKH OOABLHBIMH,
NCUXHYeCKHe 3aboneBaHHA OUeHb 3apa3Hbl U eBpeH
ABAIIOTCA OCHOBHbIMH HCTOYHHKAMH HHOEKLUH.

..KQ)XXAbIH eBpeH poXKaaeTca ¢ ceMeHaMH WH30PPEeHHH |
HMEeHHO 3T0T GaKT ABASeTCHA NPHYHHOH BCEMHPHOTO
npecAeAOBaHHA eBpees.

«CneundpuuHoe ncHXuueckoe 3aboneBanne, CBOMCTBEHHOE
3TOH 3THUKO-PEAMTHO3HOH rpynne, NPOABAAETCH B UX
HecnocoOHOCTH pa3AuyaTh NpaBHAbHOE H HeNpaBHAbHOE
(a00poO H 300).

(«Mental lliness: The Jewish Disease», Psychiatric News, published by the American Psychiatric
Association, Oct. 25, 1972).

[p. ApHonbg XaTuHekep
(Arnold A. Hutschnecker),
NUYHBIM BPaY-NCUXUATP NPE3NAEHTA
CLUA Puyapaa HukcoHa



Cnacub6o 3a BHUMaHue!
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