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HacieacrBeHHbIE 3200J1¢BaHUA

3a00JIeBaHNs, BOSBHUKHOBEHHE U PA3BUTUE KOTOPBIX
CBSI3aHO C JIe(PeKTaMM B IIPOTPAMMHOM aIllapare
KJICTOK, ME€peaBa€MbIMHU IO HACIIEACTBY Yepe3
raMETHI.

B xauecTBe CHHOHMMA TEPMHUHA «HACJICACTBCHHBIC
00JIE3HMN» HE CIEAYET TaKXKe pacCMaTpUBaTh TCPMUH
«CeMEUNHBIE 00JIe3HNY, T.K. CEMEHHBIE 3a00JI€BaHU
MOTYT OBITh O0YCJIOBJIEHBI HE TOJBKO
HACJIEJICTBEHHLIMM (DAKTOpPAMH, HO U YCIOBUSIMU
*KW3HHU, HAIIMOHAJIBHBIMH JTH00 PO eCcCuOHATLHBIMU
TpaJauIUsIMHU CEMbHU.
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*AyTOCOMHO-
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eCuensieHHble C NOofIoM

‘rféHOMHbIe MyTaunumn

*XPOMOCOMHbLIe
MyTauuun




XPpOMOCOMHBIE 00JIe3HU

K XpoMOCOMHBIM OTHOCSTCSI 00JI€3HU, 00YCIOBICHHBIC
T€HOMHBIMHU MYTAITUSIMU WA CTPYKTYPHBIMU U3MEHEHUSIMHU
OTJICIIBHBIX XPOMOCOM. XPOMOCOMHBIE OOJI€3HU BO3HUKAIOT B
pe3yJibTaTe MyTalldil B IIOJOBBIX KJIIETKaX OJHOIO U3
poautenei. M3 mokojieHus B TOKOJIEHHE IIepeaaloTCs HE Ooiee
3-5 % u3 HUX. XPOMOCOMHBIMM HAPYIIEHUSIMHU O0YCIJIOBICHBI
npuMepHOo 50 % crnoHTaHHBIX a00pTOB U 7 % BceX
MEPTBOPOKICHUM.

BEPOATH.1 M3 4 BEPOATH. 1 M3 4 BEPOATH. 1 M3 4 BEPORATH. 1 M3 4
5% 25% asn 5%



= Bce xpoMocoMHEBIe 001€3HU IIPUHSATO ACIIUTh

Ha JIBE€ TPYIIIbI:
dHOMAJINHU YUCJIa XpPOMOCOM

A4
Tpancaokarmm

Aerenuu
HNuBepcun
Aynankanun
Hsoxpomocomusn
Bo3HUKHOBEHIE KOABIIEBBIX XPOMOCOM

HﬂpYHI CHUA CprKTYpr

XPOMOCOM.

curopom Aayrna — tpucomus 1o 21

XPOMOCOME, K IIPHU3HAKAM OTHOCHTCH:
cAaDOyMUeE, 3aAEPIKKA POCTa,
XapaKTEepPHAs BHEIITHOCTD, NU3MEHEHUA
AEPMATOTAU(DUKH;
curopom Ilamay — tprcomus mmo 13
XPOMOCOME, XaPaAKTEPUYETCA
MHOKECTBEHHBIMU ITOPOKAMH Pa3BHTHH,
TAUOTHEHN, YACTO — ITOAUAAKTHAHS,
HAPYILIEHUA CTPOEHUSA ITOAOBBIX
OPIaHOB, TAYXOTA; IIPAKTUYIECKH BCE
OOABHBIE HE AOKUBAIOT AO OAHOI'O TOAQ;

cundpom Dodéapdca — Tpucomus 1o 18

XPOMOCOME.



Cunapom /layna CuHapom
Ilary

Aas CIT xapakrepHBI MHOKECTBEHHBIE
BPOKACHHBIE IIOPOKH PAa3BUTHA TOAOBHOTO
MO3ra U AWIIA. DTO HATOTCHETHUYICCKAS CATHAS
IpyHITa PAaHHUX (M, CAEAOBATEABHO, TAKEABIX)
HAPYIICHUH (DOPMUPOBAHUA TOAOBHOIO MO3I3,
IAQ3HBIX AOAOK, KOCTEH MO3TOBOM M AUIIEBOM
gacrert yeperna. OKpyKHOCTh Yeperra OOBITHO
YVMEHBIIIEHA, BCTPEYACTCHA U TPUTOHOLIE(DAAHS.
A OO CKOIEeHHBIN, HU3KWAM; TAA3HBIE IIIEAN
V3KIe, IIEPEHOCHE 3AITABIIIEE, VIITHBIE PAKOBHHBI
HHU3KO PACIIOAOKEHHBEIE U AeDOPMUPOBAHHEIE.
Tunwransnt npusHak CIT - 1o pacrmeAnssr

OBBLEKT UCCNEef0BaHUA: NYNOBWHHaA KPOBE NNO4a

Kapuotun nnoga: 47 XX, +21( cungpom DayHa) b
PeKkoMeHA0BaHD MEAUKO-TEHETUNECKOE KOHCYNETUPOBAHWE. BerHeI/I PY6BI %1 He6a (O 6quHO

HepacnosHaHHBIE

ABYXCTOPOHHHE).



IloaureHuslie 00J1e3HU

(paHee - 3abonesanust ¢
HACe0CMBEHHOU
NpeopacnonNoNCeHHOCHIBIO)
00yCJIOBIICHBI KaK HACJIEICTBCHHBIMU
(hakTOpamMu, TaK 1, B 3HAYUTECIHLHON
CTENEHH, (PaKTOpamMy BHEIIHEN
cpeapbl. KpoMe Toro, oHu CBSA3aHBI C
JIEMUCTBUEM MHOTUX I'€HOB, [IO3TOMY
MX HA3bIBAIOT TAKXKE
MyJAbTH(aKTOpHalbHbIMU. K
Han00JICEC YaCTO BCTPEUYAIOIIUMCS
MYJIBTH(PAKTOpHAIIbHBIM 00JIE3HIM
OTHOCSTCS: pEBMAaTHU3M,
UIIeMUYeCcKas 00JI€3Hb Cepalla,
TUIICPTOHNYECKAS U SI3BCHHAS
00JIC3HH, IUPPO3 ICUCHHU, CaXapHbIi
auadeT, OpoHXHuanbHas acTMa,




MoHOreHHbIe 00J1e3HH

HACJIEAYIOTCS B COOTBETCTBUM C 3AaKOHAMU KIIACCUYECKOM IN€HETUKHU
Mengaenst. COOTBETCTBEHHO 3TOMY, I HUX T€HEATOTrnI€CKOE
VCCJICIOBAHUE MO3BOJISIET BBIIBUTDH OJIMH U3 TPEX TUIIOB HACJIECIOBAHUS:
ayTOCOMHO-JOMHWHAHTHBIN, ayTOCOMHO-PEIECCUBHBIN U CLIETVIEHHOE C
TII0JIOM HACJIEJOBAHMUE.

D10 HanboJiee MKMpOoKas rpyIna HacaeACTBEHHBIX 3a001eBaHuil. B
HacTosIee Bpems onucano 6oiee 4000 BapraHTOB MOHOTEHHBIX
HACJICACTBEHHBIX 00JIC3HEH, MOAABIISIIONIEE OOJBIITUHCTBO KOTOPHIX

BCTpPEUYACTCS JOBOJBHO PEAKO (HAMpUMEP, YaCTOTa CEPIIOBHIHOKICTOTHOM
anemuu — 1/6000).

[IIupoxuii Kpyr MOHOTEHHBIX 00JI€3HEN 00Pa3yIOT HACIICICTBECHHBIE
HapylIeHUs: 0OMEHa BEIIECTB, BOSHUKHOBEHHUE KOTOPBIX CBSI3AHO C
MyTaIe TeHOB, KOHTPOJIUPYIONIUA CUHTE3 (PEPMEHTOB U
0O0yCIOBIUBAIOIINX UX JCHUITUT WIH ACDEKT CTPOCHUS —
(hepMEHTONATHH.



nporepusi

CIIporepusa (rpeu.
IIPEKAECBPEMEHHO
COCTAPUBIIIIICH) —
HATOAOTHYECKOE
COCTOSIHIIE,
XaPaKTEPHUIYIOIIEecs
KOMITAGKCOM U3MEHCHUMI
KOKI, BHYTPEHHIX
OpPTaHOB, OOYCAOBAECHHBIX
HIPEKAEBPEMEHHBIM
CTAPEHHEM OPTraHU3MA.
OcnaoBHBIME pOpMaMUI
ABAAETCH A€TCKAs IIPOTePH
(cuaApoM I'etumrcona
(XapunmHCOH2) —
I'madpopaa) u iporepus
B3POCABIX (CHHAPOM

Beprepa).




B 0CHOBY Ir€eHETHYECKOM KIacCU(PUKAIIMA HACIEACTBEHHBIX
00JIE3HEH ITOJ0KEH dTHUOJIOTMYECKUN MPUHIIUI, & UMEHHO THII
MYTAaIlMH U XapaKTEP B3AUMOJICHCTBUA CO CpeOM. BCro
HACJICICTBEHHYO MATOJIOTUI0 MOXKHO Pa3aAeIuTh HA 5 TPYIIIL:

TC€HHBIC 00JIC3HU
XPOMOCOMHBIE OOJIC3HU

00JIE3HU C HACJIEACTBEHHON NPEAPACTIOIOKEHHOCTHIO
(CHHOHUMBI: MYJIbTU(PAKTOpHAIbHBIE, MHOIO()aKTOPHEIC)

reHeTH4eCcKre 00JIE3HN COMAaTHIECKUX KIIETOK
00JIE3HU TeHETHYECKON HECOBMECTUMOCTH MATCpH M ILI0AA.

Ka}KI[a}I N3 3TUX I'PVYIIIL B CBOKO OUCPCAb ITIOAPA3ACIISICTCA B
COOTBETCTBHUU C 0o0JIce HGT&HBHOﬁ TE€HETHUYCCKOUN
XapaKTepI/ICTI/IKOI\/’I N TUIIOM HACJIICOAOBAHMUSI.



I eHHbIE 1 XPOMOCOMHBIE 00J1e3HH

HacneacTtBeHHBIE 00JIE3HU B CTPOTOM CMBICIIE
CJI0Ba MOJpa3ACIsIOT Ha IBE OOJIbIINE
I'PYIIIbI: TEHHBIE M XPOMOCOMHBIE.

» I'eHHbIe 00J1€3HM - 00JIC3HU, BEI3LIBAEMEIE
T€HHBIMU MYTaLUSIMHU.

= XPOMOCOMHBIE 00JIE3HU ONPEACISAIOTCS
XPOMOCOMHBIMH M TCHOMHBIMH MYTAIASIMH.




bojie3nu ¢ HacjaeaCTBEHHOU
IIPEAPACIIOI0KEHHOCTHIO

boJie3HM ¢ HACIEICTBEHHOM IIPEAPACIIONO0KEHHO CTHIO
MOT'YT ObITh MOHOT€HHBIMH 1 MOJUTeHHBIMM. J[J15
UX peaiM3aluyi HeJOCTAaTOYHO TOJIBKO
COOTBETCTBYIOIIEH TEHETUYECKON KOHCTUTYLIUU
MHUBHU/IA - HY)KEH €I (PAKTOP WIIM KOMILJICKC
(PaKTOPOB Cpe/ibl, «3aIlyCKAIOIIMNX» (POPMUPOBAHUE
MYTAHTHOTO (peHOTHIIA (MK 00J1e3HH). C ITOMOIIBIO
CPEIOBOrO (pakTOpa peanru3yeTcs HaCIeICTBEHHAs
IPEAPACIOI0KECHHOCTb.



IT'eHeTHUYecKkHue 00J1€3HHU
COMATHYECKHUX KJIETOK

['eHeTnueckue 00JIE3HN COMAaTHUECKUX KJIIETOK BbIJICJIICHBI B OTACIBHYIO
IpyHIy HaCJAEACTBEHHOW MaTOJIOTUMU HeAaBHO. [IoBOIOM K 3TOMY
MOCITYKHJI0 OOHAPYKEHUE MPH 3JI0Ka4E€CTBEHHBIX HOBOOOPA30BaHUSIX
CIIeIM(PUIECKUX XPOMOCOMHBIX IEPECTPOEK B KIETKAX, BbI3bIBAIOIINX
AKTHBAIMIO OHKOTEeHOB (peTuHOOIacTOMa, OIyX0Jib Bunbmca). OTu
M3MEHEHMSI B TEHETUUECKOM MaTepuaiie KIETOK SBISFOTCS
3TUONATOTCHETUYECCKUMM 151 3JI0KAY€CTBEHHOTO POCTA M TTIOATOMY MOTYT
OBITH OTHECEHBI K KATETOPUU NE€HETUYECKOM MAaTOJIOTUHU. YKE UMEIOTCS
MIEPBBIC JI0KA3aTEIbCTBA TOTO, UTO CIIOPATUYECKUE CIyYau BPOKIEHHBIX
ITOPOKOB Pa3BUTHS SIBJISIFOTCS PE3YJIBTATOM MYTallUl B COMaTHY€CKHX
KJIETKaX B KpUTUYECKOM INepuoae sMopuorenesa. CiienoBaresibHO, TAKUE
Cly4ad MOKHO pacCMaTpuBaTh Kak TEHETUYECKYHO 00JI€3Hb COMATUYECKHUX
KJICTOK.

BecbMa BeposSTHO, YTO ayTOUMMYHHBIE TIPOILIECCHI M CTAPEHUE MOTYT OBITh
OTHECEHBI K 3TOU K€ KATETOPUU N'€HETUYECKOM MaTOJIOTUH




boJie3HM, BOSHUKAKOIIHE IIPH
HECOBMECTHMOCTH MATEPH M IJIOAA
10 AHTUTCHAM

boJie3Hn, BOZHUKAIOUINUE ITPU HECOBMECTUMOCTH MaTE€pPH U ITUIOAA 10
aHTUT€HAM, PA3BUBAIOTCA B PE3yJIbTaT€ NMMYHHOU PEAKIIMU MAaTEPU Ha
aHTUTEHBI IU1071a. KpoBb 110712 B HEOOJIBIIIOM KOJIMYECTBE MONAJIAET B
opranu3M OepeMeHHoM. Ecnu mion yHacienoBai OT OTIA TAaKOW aJlielib
aHTurena (Ar+), KOToporo HeT y Marepu (Ar-), TO Opranu3M 0epeMeHHOMN
OTBEYAECT UMMYHHOU PEAKIIMEN. AHTUTENIA MATEPH, TPOHUKAS B KPOBb
71014, BBI3BIBAIOT Y HEr0 UMMYHHBIN KOH(GIUKT. Hanboee TunuyHoe u
XOpOIIIO U3YyYEeHHOE 3a00JIeBaHNE ATOM T'PYIIIHI - TEMOJUTHYECKasl 00JI€3Hb
HOBOPOXKIEHHBIX, BOSHUKAOIIAS B PE3YJIbTaT€ HECOBMECTUMOCTH MaTE€pH U
moaa mo Rh-Ar. bosie3Hs BO3HHUKAET B TE€X CllydasX, Koraa Matb umeeT Rh-
IpyIily KpoBH, a oA yHacaeaoBaid Rh+ amnens ot otia.




boJie3nb BuiieOpanaa




DaKkTOpHLI pPUCKA
a ;‘} :
’ 4

» Dusnueckue GakTopsbl (pa3IMYHbIE BUAbI HOHU3UPYIOIICH
paavanuuy, yasTpadruoIeTOBOE U3TYUYCHHUE)

» Xumnueckne GpaxkTopbl (MHCEKTHUIHUABI, T€pOULIMIEI,
HAPKOTHKH, AJIKOTOJIb, HEKOTOPBIE JIECKAPCTBEHHBIC IIPEIApaThI
U JIp.BEIIICCTBA)

« buosornyeckue pakropsl (BUPYCHI OCIIbI, BETPSHON OCIIHI,
SMUIECMUYECKOI0 ITAPOTUTA, TPUIINA, KOPH, F'eHaTUTa U Jp.)






