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HacAaeAcTBeHHBIE 3200A€BAHUA

3a00A€BaHNSA, BOSHUKHOBEHUE U PA3BUTHE KOTOPHIX
CBA32HO C A€PEKTAMH B IIPOTPAMMHOM AIIIIApaATE
KAETOK, ITEPEAABAEMBIMI 110 HACAEACTBY U€pPE3 rAMETHL.

B kagectBe cmHOHMMA TEpMHUHA «HACACACTBECHHBIE
OOAE3HI» HE CACAYET TAKKE PACCMATPUBATH TCPMIH
«CeMEHHbIe OOAE3HI», T.K. CEMEUHBIEC 3A00AEBAHMSA
MOTYT OBITB OOYCAOBAEHBI HE TOABKO
HACACACTBEHHBIMI (DAKTOPAMIU, HO B YCAOBHUAMH
’KU3HH, HAITNOHAABHBIMU AMOO IIPOPECCHOHAABHBIMU
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*AyTOCOMHO-

MHAHTHbLIE ‘rféHOMHbIe MyTaunmn

*AyTOCOMHO- *XPOMOCOMHbIE
peLecCuBHbIe MyTauum

eCuenrieHHble C NofIoOM




XpPOMOCOMHBIE OA€3HU

K XpoMOCOMHBIM OTHOCATCA OOAE3HI, OOYCAOBACHHBIE
T€HOMHBIMU MYTAITHUAMA AW CTPYKTYPHBIMI U3MEHEHUAMI
OTAEABHBIX XPOMOCOM. XPOMOCOMHBIE OOAE3HU BO3HUKAIOT B
PE3YABTATE MYTAIIMN B IIOAOBBIX KAETKAX OAHOTO M3 POAHTEAEN.
13 mokoAeHHA B IIOKOAEHHUE IIEpeAaroTca He 0boaee 3-5 % u3
HIX. XPOMOCOMHBIMH HAPYIIIEHUAMH OOYCAOBACHBLIIPIMEPHO
50 % crrorTaHHBIX 200pTOB U 7 %0 BCEX MEPTBOPOKACHHUI.
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HﬂpYHI CHUA CTPYKTYPBI

XPOMOCOM.

curopom Aayna — tpucomus 1o 21

XPOMOCOME, K IIPA3HAKAM OTHOCATCH:
CAAOOYMUE, 3aAAEPIKKA POCTA,
XapaKTepHasd BHEIITHOCTD, H3MEHEHUS
AEPMATOTAU(DUKH;
curopom Ilamay — tpucomus mmo 13
XPOMOCOME, XapaKTEPU3YETCA
MHOKECTBEHHBIMH ITOPOKAMU Pa3BHUTHA,
UAUOTHEH, YACTO — ITOAUAAKTHAHS,
HAPYIIEHUA CTPOEHHA IOAOBBIX
OPTaHOB, TAYXOTa; IPAKTHIECKH BCE
OOABHBIE HE AOKHBAIOT AO OAHOTO TOAQ;

cundpom Dodéapdca — tpucomus 1o 18

XPOMOCOME.



Cunapom AayHa

HepacnosHaHHBIE

Cunapom Ilary

Aas CIT xapaxkrepHBI MHOKECTBEHHBIE
BPOKACHHBIE IIOPOKU-PA3BUTHA TOAOBHOTO
MO3I2 ¥ AWIIA. DTO IIATOT€HETUIECKAA CAMHAS
IpyHIIa paHHUX (M, CAEAOBATEABHO, TAKEABIX)
HAPYIICHNH (DOPMUPOBAHUA TOAOBHOIO MO3I4,
IAQ3HBIX AOAOK, KOCTEH MO3IOBOM U AUIIEBOM
gacrent yeperna. OKpyKHOCTh Yeperra OOBITHO
YVMEHBIIIEHA, BCTPEYACTCA U TPUTOHOLIE(DAAHS.
A 0O CKOIEeHHBIN, HU3KUI; TAA3HBIE IIIEAN
Y3KHE, IIEPEHOCHE 3AIIABIIIEE, VIITHBIE PAKOBUHBI
HHU3KO PAaCIIOAOKEHHBIE U AeDOPMUPOBAHHEIE.
Tunwanenit npusHak CIT - 1o pacrmeAnHsr
BEPXHEN I'yObI 1 HEOA (OOBIYHO
ABYXCTOPOHHHE).



IToAuremusbie 0OoAe3HU

(pamee - saboresarius ¢ Hacae0cmeeHHol
1npeopacnon0cerocmv10) OOYCAOBACHBI
KaK HACAEACTBEHHBIMH (DAKTOPAMH, TaK
Y, B 3HAYUTEABHON CTCIICHH,
dakTopamu BHemTHEN cpeabl. Kpome
TOT'O, OHU CBA3AHBI C ACHICTBHEM
MHOTHX I'€HOB, [IO9TOMY HX HA3BIBAIOT
TAKKE MYABTH(AKTOPHUAABHEIMA. K
HAMOOAEE 9aCTO BCTPEUAIOIITHIMCS
MYABTH(DAKTOPUAABHBIM OOAE3HAM
OTHOCATCA: PEBMATHU3M, UITTEMIYIECKAS
OOAE3HB. CCPAIIA, THITEPTOHMYIECKAA 1
I3BEHHAS OOAE3HU, TUPPO3 IICUCHU,
CaxXapHBII AHA0€T, OpPOHXHAABHAA
acTMa, IICOpHA3, U300 PEHUA U AP.




MouoregHubie 0OAE3HU

HACACAYIOTCA B COOTBETCTBHNHU C 3aKOHAMU KAACCUYECKON I'e€HETUKU M@HAGA}I.
CoOTBETCTBEHHO 3TOMY, AAT HUX T€CHCAANOTHYICCKOC NCCACAOBAHHNC ITO3BOAACT
BBIABUTH OAMH M3 TpCX THUIIOB HACACAOBAaHIA: aYTOCOMHO—AOMHHaHTHbIﬁ,
Q.YTOCOMHO-pelIGCCI/IBHbII/I 1 CIOCITACHHOC C IIOAOM HACACAOBaHIIC.

DTO HALOOAEE IIIIPOKAsA TPYIIIA HACAEACTBEHHBIX 3200A€BAHUI: B
HacTosmee Bpemsa onucano ooaee 4000 BapmaHTOB MOHOT€HHBIX
HACAEACTBEHHBIX OOAE3HEN, IIOAABASFOIIEE OOABIITHHCTBO KOTOPBIX
BCTPEYIAETCHA AOBOABHO PEAKO (HAIIPUMED, YACTOTA CEPHOBUAHOKAETOUYHON

amemun — 1/6000).

[[Trpoknit Kpyr MOHOTEHHBIX OOAE3HEI OOPa3yIOT HACACACTBEHHBIC
HAPYIIIEHUA OOMEHA BEIIIECTB, BOSHUKHOBEHUE KOTOPBIX CBA3AHO C MyTaIlHEH
I'€HOB, KOHTPOAUPYIOIINI CHHTE3 (DEPMEHTOB M OOYCAOBAUBAIOIIIIX UX
Aeprut A AePEKT cTpoeHns — PEPMEHTOITATHH.




Hp OFCPI/I}I

CIIporepus (rpeu.
IIPEKACBPEMEHHO
COCTAPUBIITHICSH) —
HATOAOTHYECKOE
COCTOSIHHE,
XaPAKTEPHUIYIOIIIeeCs
KOMITA€KCOM U3MEHEHUM
KOKH, BHYTPEHHHX
OPraHOB, OOYCAOBAEGHHBIX
IIPEKACBPEMEHHBIM
CTAPEHHUEM OPTraHU3MA.
OcuoBHBIMI (DOpMaMU
ABASIETCSA ACTCKAS IIPOTEPHUS
(cuaApom l'eTunricona
(XapunHCOH2) —
I'madpopaa) u iporepus
B3POCABIX (CHHAPOM

Bepuepa).




B ocroBy remermveckoit kKAacCu(UKAITUT HACAEACTBEHHBIX
OOAE3HEN MOAOKEH ITHOAOTHYECKUN IIPUHITUIL, 2 IMEHHO THUII
MYTAITUN U XaPAKTEP B3AUMOAEUCTBUA CO CpeAon. Bero
HACACACTBEHHYIO ITATOAOTHIO MOKHO Pa3ACAHTDb Ha 5 TPYIIIL:

regaple OOAE3HU
XPOMOCOMHBIE OOAE3HU

OOAE3HU C HACACACTBEHHOU ITPEAPACIIOAOKEHHOCTHIO
(CHHOHHMBI: MyABTH(PAKTOPHAABHBIE, MHOTO(DAKTOPHBIE)

reEHETUYIECKUE ODOAE3HU COMATUIECKUX KAETOK
OOAE3HU IEHETUYIECKON HECOBMECTUMOCTH MﬂTCpI/I 1 ITAOAA.

Kemmaﬂ N3 9THUX FPYHH B CBOIO O‘ICPCAI) HOAP&SACA}ICTCH B
COOTBETCTBUU C ODOAEE AGTZIAI)HOI;'I IeHEeTUYCCKON
XapaKTepI/ICTI/IKOI;'I 1 THUIIOM HACACAOBaHNA.



I'eHHBIEC 1 XPOMOCOMHBIE OOAE3HU

HacaeacTBeHHBIE DOAE3HU B CTPOTOM CMBICAE
CAOBA ITOAPA3ACAAFOT HA ABE OOABIIIHE IPYIIIIHL:
T'€HHBIE I XPOMOCOMHBIE.

* I'emnbpie 00A€3HU - OOAE3HII, BEI3HIBACMBIEC

Ir€HHbIMI MYTAallHAMII.

* XpOMOCOMHBIE DOAE€3HUM OIIPEACAAIOTCSA
"\_ XPOMOCOMHBIMH ¥ TCHOMHBIMU MYTAITHAMH.




boaAe3nu ¢ HACAEACTBEHHOU
IIPEAPACIIOAOKEHHOCTBIO

BoAe3sHr ¢ HACAEACTBEHHOM IIPEAPACIIOAOKEHHOCTHIO
MOTYT OBITh MOHOT€HHBIMU U ITIOAUT€HHBIMA. AAA UX
PEAAN3AITIHI HEAOCTATOYHO TOABKO COOTBETCTBYFOIIIEIH
IT€HETUIECKON KOHCTUTYIINNA NHAUBUAA - HYKEH €IIIE
dakTOp MAM KOMITAEKC (PAKTOPOB CPEAHL,
«3AITYCKAFOIIHX» (POPMHPOBAHUE MyTAHTHOTO
dpesoTHriia (mAn 60Ae3HH). C IIOMOIITBIO CPEAOBOTO
dakTOpa peasnsyeTcs HACACACTBEHHAA
IIPEAPACIIOAOKEHHOCTD.



I'emeTnnueckme 0oAE3HU
COMATHUYECKHUX KAETOK

I'emeTmaeckne OOAE3HH COMATHYIECKIX KAETOK BBIAGACHBI B OTAEABHYIO
IPYIIITY HACAEACTBEHHOM ITATOAOTHH HEAABHO. [ [OBOAOM K 3TOMY ITOCAYKHAO
OOHAPYKEHUE IIPU 3A0KAYECTBEHHBIX HOBOOOPA30BAHUAX CITENU(PUIECKUX
XPOMOCOMHBIX ITEPECTPOEK B KAETKAX, BBI3BIBAIOIINX AKTUBAITHEO
OHKOT€HOB (PETHHOOAACTOMA, OIIYXOAB BuabMca). DT M3MeHeHUA B
T€HETHYIECKOM MATEPUAAE KAETOK ABASIOTCSH 9THOIIATOTCHETHIECKIMA AAS
3AOKAa9ECTBEHHOI'O POCTA U IIOITOMY MOTYT OBITh OTHECEHBI K KATETOPUH
T€HETHYIECKON ITAaTOAOTHH. ¥Y7KE IMEFOTCS IIEPBBIE AOKA3aTEABCTBA TOTO, UYTO
CIIOPAAHTYIECKHE CAYIAU BPOKACHHBIX IIOPOKOB PAa3BUTHA ABASIOTCSA
PE3YABTATOM MYTAIIUI B COMATHYIECKUX KAETKAX B KPUTHIECKOM IIEPHOAE
smOpuorene3a. CA€AOBATEABHO, TAKHE CAYIAN MOKHO PACCMATPHUBATD KaK
T€HETHYIECKYIO OOAE3Hb COMATHYIECKUX KAETOK.

Becpma BEPOATHO, YTO AYTOMMMYHHBIC IIPOIIECCH U CTAPEHUE MOIYT OBITH
OTHECEHBI K 9TOH 7K€ KATETOPUU I€HETHIECKOH ITATOAOTH.




boaAe3nn, Bo3HUKaromue npu
HECOBMECTUMOCTH MATEPU U ITAOAQ
10 AHTUTCHAM

Boaes3nn, BosHHKaroIme Ipu HECOBMECTUMOCTH MATEPH U ITAOAQ IO
AHTHUTEHAM, PA3BUBAIOTCA B PE3YABTATE HMMYHHOI PEAKITNN MATEPH HA
AHTUTEHEI TAOAA. KpOBB ITAOAQ B HEOOABIIIOM KOAMYECTBE IIOITAAAET B
OpPraHU3M OepeMeHHON. ECcAM MAOA YHACAEAOBAA OT OTIIA TAKOM AAAEAD
aTHUTeHa (Art), KOTOPOTO HET y MaTepH (Ar-), TO OPraHU3M OEPEMEHHOM
OTBEYAeT HIMMYHHOI peakIueld. AHTHTEAQ MATEPH, IIPOHUKAA B KPOBB ITAOAQ,
BBI3BIBAIOT § HETO NMMYHHBIN KOHMAUKT. HamboAee Tunmaaoe 1 XopoIrro
HM3YIEHHOE 3a00AEBAHUE TOM I'PYHIIBI - TEMOAUTIYECKAs OOAE3Hb
HOBOPO’KACHHBIX, BO3HHKAIOIIASA B PE3YABTATE HECOBMECTUMOCTH MATEPH U
mAoAa 1o Rh-Ar. BoAe3Hb BO3HHKAET B TEX CAyYasAX, KOTAA MaTh umMeeT Rh-
TPYIITY KPOBH, 2 IIAOA YHacA€AOBaA Rh+ aaaeAp oT otma.




boaesnp BuareOpanaa




PDaxkTOPHI PHUCKA

 Duszunyeckue GaxkTopbl (Pa3IMYHBIC BUIbI HOHU3UPYIOMICH
paananuu, yasTpadHuoJIeTOBOE U3TYyUYCHHUE)

o Xumudeckue (haxkTopbl (MHCEKTUIWIbI, TEPOUIIHUIBI,
HApPKOTHUKH, aJIKOTOJIb, HEKOTOPBIE JICKAPCTBEHHBIC IIPEHapaThI
1 JIp.BEIIISCTBA)

* buonmornueckne GaxkTopbl (BUPYCHI OCIBI, BETPSIHOW OCIHI,
SMUAEMUYECKOI0 ITApOTUTA, TPUIINA, KOPHU, FeHaTUTa v Jp.)



IPOPUAAKTUKA

* MeIUuKO-reHETUUECKOE
KOHCYJIETUPOBAHME IIPU OEPEMEHHOCTH B
BO3pacTe 35 JIET U CTaplle, HaIn4YUu
HACJICJCTBEHHBIX OOJIC3HEH B
POJAOCIIOBHOM

“JACKIr0OYeHNE POACTBEHHBIX OpaKOB



AnsbuHuam y yenoeeka
(boTorpachum oTua, MaTepun ¥ 4oYepu C NONHLIM ansOMHN3IMOM)
(no JlesoHTuH P., 1993)




IlapeBuu Aaekceu







