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® HacaencrBeHHBIE O0IE3HU:
® MoHoreHHbBIE 00JIE3HU
® XpomMocoMHEBIE 00JIC3HH
® Ilomurennsie 00JI€3HU

® @akTopsl pUCKa BOSHUKHOBECHHUS HACIICACTBEHHBIX
3a00JIEBAHUH

® IIpodunakTuka u J€YECHUE HACIECACTBEHHBIX O0OJIE3HEM




HaciaencrBeHHbIe 00J1€3HM — 3200/1eBAHUSA YeJI0BEKA,
00yCJI0BJICHHBbIE XPOMOCOMHBIMHU U T€EHHBIMHM MYTAIIUSIMH.

Hepeako omm004H0 TEPMUHBI «HACJEACTBEHHAsA 00J1€3Hb)
U «BPOXKIACHHAS 00J1e3Hb» YHOTPEOJATCH KAK CHHOHUMBbI,
OIHAKO BPOKACHHBIMU 00JIe3HAMHU HA3BIBAKOT TE
3200/1eBAHM 1, KOTOPbIEe UMEKTCH yKe NPH POKIACHUH
pedeHKa U MOTyT OBITh 00YCJIOBJICHBI KAK
HACJICACTBEHHBIMHU, TAK U 3K30T¢HHBIMU (PAKTOpPaAMHU.



MoHOreHHbIe

XpOMOCOMHBIE

[ lonmureHHsbIe

AyTOCOM HO-AOMHHAHTHbLIE

I€HOMHbIC MYTallHH

AyTOCOM HO-pelecCuBHbLIC

Cllel].lleHHble C INOJIOM

XpPOMOCOMHbIE€ MYTallUH




MOHOIEHHbIE
BOJIESHW

OO0yCI0BIE€HBI MyTaIlUSIMU WA OTCYTCTBUEM
OT/ICJIbHBIX T€HOB M HACJIEAYIOTCS B HOJTHOM
COOTBETCTBUH C 3aKOHaMU MeHels (ayTOCOMHOE WU
CLICIUIEHHOE ¢ X-XpOMOCOMOM HACJIEOBAHUE,
JOMHMHAHTHOE WUJIM PELECCUBHOE).

MyTanuu MOT'yT 3aXBaThIBaTh KaK OAWH, TaK U 00a
aJuIeIs.



AYTOCOMHO-AOMHHAHTHDIO
Oonesnn

B 0CHOBE JICKUT HApYILICHUE CUHTE3a CTPYKTYPHBIX OCJIKOB HJIH
O€JIKOB, BBITTOJHSIOIIMNX CIIEIU(PUICCKUE PYHKIIUM (HAPUMED,
reMOIJTI00HHA).

JlecTBUE MyTAaHTHOTO T€HA MPOSABIIAETCS MPAKTUYECKU BCETIA.
bobHBIE MATBYUUKU U IEBOYKU POXKIAKOTCA C OAUHAKOBOM YaCTOTOM.

BepositHOCTB pa3BuTHs 007€3HU B TOTOMCTBE cocTaBiisieT 50%.



® HacneacrBeHHoe 3a00JieBaHuE
COCIMHUTEIIBHON TKAaHU |,
IPOSIBJISIFOIIIEECS N3MEHCHUSIMU CKEJIETA:
BBICOKMM POCTOM C OTHOCHUTEJIBHO
KOPOTKUM TYJIOBHUILIEM , JNTMHHBIMUA
ayKoOOpa3HbIMHU MajbllaMHU
(apaxHOJAKTHIINA ), pa300JITAHHHOCTBIO
CYCTaBOB , YaCTO CKOJIMO30M , KH(PO30M ,
nepopMasiMi TPYIHON KIIETKH ,
apKoOOpa3HbIM HEOOM . XapaKTEePHBI
TAaK)Ke MOPaKEHUS I1a3 . B cBs3M C
AHOMAJIUSIMU CEPIICUHO-COCYAUCTOU
CUCTEMBI CPEHSS NPOAOJIKUTEIIBHOCTD
KA3HU COKpaIllCHa.




ApaxHOIAKTHIHSL Bricokuii BLIOPOC agpeHAIMHA ,
XapaKTEPHbIHN 111 3a00JICBaHus,
CIIOCOOCTBYET HE TOJIBKO
PA3BUTHIO CEPIACUHO-
COCYIMCTBIX OCIOXXKHEHUU, HO U
MOSIBIICHUIO Y HEKOTOPBIX JIHII
0CO0O0M CHIIBI AyXa U
YMCTBEHHOU OJAPEHHOCTH.
CriocoObl JI€UE€HHSI HEU3BECTHHI.
CuuTralrort, 4To €10 00Jeau
ITarannan, AHAEPCEH,
YyKOBCKHH.




XapaKkTePHbIN
BHELWHUU BUAO
OOnNbHOrIO
raprourin3amMom







AYTOCOMHO-DOLI6CCHMBHDIO
Oonesnn

MYTaHTHBIﬁ I'CH IIPOABJIACTCS TOJIBKO B TOMO3HUI'OTHOM
COCTOAHUMN.

BOIbHBIE MAIBYMKHA U JEBOYKH POXKIAIOTCS C OAUHAKOBOU
4aCTOTOM.

BeposTHOCTB poXkieHHs: 00JIbHOTO peOdeHKa cocTaBiisieT 25%.

Pongurtenu OOMbHBIX AeTel (PEHOTUIHNYECKHA MOTYT OBITh
3JI0POBBI, HO SIBJISIFOTCS] TE€TE€PO3UTOTHBIMU HOCUTEISIMU
MYTaHTHOI'O I'€Ha

AyTOCOMHO-PEIIECCUBHBIN THUIT HACJIEAOBaHUS 00jee
XapaKTepeH JJIs 3a00JI€BaHKM, IPU KOTOPHIX HapyIlleHa
(PYHKLMS OJTHOTO MJIM HECKOJIbBKUX (PEPMEHTOB, — TaK
Ha3bIBAEMBIN (hepmenmonamui.







IIporepusi (rped. progeros
PEKICBPEMEHHO COCTAPUBIIIHMCS ) —
MIaTOJIOTUYE€CKOE COCTOSIHHUE,
XapaKTEPU3YIOIIEECS KOMILJIEKCOM
M3MEHEHHUI KOXKH, BHYTPEHHHMX OPIaHOB,
00y CIJIOBJICHHBIX NPEKACBPEMEHHBIM
cTapeHreM opranuzMa. OCHOBHBIMU
(opMaMu ABJISIETCS IETCKAS MPOTepHs
(cunapom I'eTunHcoHa (XaauMHCOHA) —
[ midopaa) u mporepust B3pOCIIbIX
(cunapom Bepnepa).




Ilporepus
51 Hayan cTapeTh, )KU3Hb U TaK KOPOTKa.
Y MHOTHX JIFOJIEH OHA, KaK PEKa —

Hecercd Kyna-T1o B MaHAIIYIO J1aJ1b,
Jlapyst TO pagoCTh, TO CKOPOb, TO MEYAJIb.

Mos ke mogoOHa ckajie ¢ BOAOIIAI0M,
Yto magaet ¢ HeOa cepeOpsSIHBIM IPaJioM;
Tou Karuie, KOTOPOU CEKYHIA JaHa,
JInibs 4TOOBI pa30UTHCA O KAMHHM y JHA.

Ho 3aBuUCTH HET K MOT'y4Y€EHN pEKE,

YTO pOBHO TE€UYET IO TPOIME Ha IECKE.
Yaen ux oiuH, — 3aKOHYMB CKUTAHb,
[Tokoi 00pecTH B MOPSIX COCTPaJaHbsI.

IIycTh BEK MOM HE JOJIOT, CyIbOBI HE OOKOCh,
Benb, B map npeBparsich, BHOBb K HEOy BEPHYCh.

29 cenmsaobps 2000 2o0a
buviuxkoe Anexcanop




NxTHo3 (rpey. - ppida) — HACIEACTBEHHBIN JIEPMATO3,
XapaKTepU3yOIUKUCsa TU((Gy3HbIM HAPYIIEHUEM OPOTOBEHUSA 110
TUIMY TUIIEPKEPATO3a, MPOABIACTCSI 00Opa30BAHUEM HaA KOXKE
YEIIyeK, HAIIOMUHAIOIINUX PHIOBHU.




MbIlIeYHAasAs JaucTpopus tTuna JlromeHHa,
remopuauu A u B, cunapom Jlema — Hamxana,
0osiesun I'ynrepa, Oosie3nn Padpu (peHECCHUBHOE
HACJIEI0BaHKE, CHEIUIEHHOE ¢ X XPOMOCOMOM )

(hochar-quader (IOMHHAHTHOE HACJIEIOBAHUE,
CLEIJICHHOE ¢ X XPOMOCOMOM).



tlmcmar-nuaﬁer

(AOMWHaHTHOE HacreaoBaHue, cuenneHHoe ¢ X
XPOMOCOMOW).




Bo3HukaroT BciaeacTBue N3MEHEHNS YNCiia WA
CTPYKTYPbI XPOMOCOM.

IIpu kaxxaom 3a001€BaHUN HAOIIOJACTCS TUITNYHBIN
KapuOTHUN U (DEHOTHUII (Hampumep, CuHApoM JlayHa).

XPpOMOCOMHBIE OOJIE3HN BCTPEUAIOTCS 3HAYUTEIIHLHO YaIe
MOHOTeHHBIX (6 -10 n3 1000 HOBOPOKACHHBIX ).



Cunapom IlIspemeBckoro-Tepuepa,
boJue3ns /layHa (rpucomud 21),
Cunapom Kanaundgeasrepa (47,XXY),
CHHAPOM «KOIIAYbEr0 KPUKA.



bosne3np, 00ycaoBIeHHAsS aHOMAJIHUEH
XPOMOCOMHOI'0 Ha0oOpa (M3BMEHEHHUEM
4KUCJIa WA CTPYKTYPhI ayTOCOM),
OCHOBHBIMH IIPOSBICHUSMHU KOTOPOI
SBJISIFOTCS YMCTBEHHAsI OTCTAJIOCTh,
CBOCOOpa3HbI BHCIIHUI O0IHK
OOJILHOTO 1 BPOKJICHHBIE MIOPOKHU
pa3BuTus. OgHa U3 HanboIee
pPacIpOCTPAHEHHBIX XPOMOCOMHBIX
OOJIe3HEH, BCTPEUAECTCS B CPEAHEM C
yactoToM 1 Ha 700 HOBOPOXKICHHBIX.
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PaciuennHebl
ryObI M HEOA

. COCTaBJISIOT

86,9% OT Bcex
BPOKJICHHBIX

IIOPOKOB
pa3BUTHUS JIUIIA



OOyCIIOBJIEHBI B3aMMOJICHCTBUEM OIPEACICHHBIX
KOMOMHALMHU ajijIeied pa3HbIX JOKYCOB U DK30T'€HHbBIX
(baKTOPOB.

[lonureHHele 00JIE3HN HE HACIEAYIOTCS 10 3aKOHAM
MeHnaens.

JIJ1s1 OLICHKN T€HETHYECKOI'0 PUCKA HUCIIOJIb3YIOT
CIIEIIHAIbHbBIE TAOJIUIIEHI.



HexoTroprelie 3]10Ka4€CTBEHHbBIE
HOBOOOpa30BaHUs, HOPOKHU PA3BUTHS, a
TaKXe MpeapacronokeHHocTb K MbC,




dOuznyeckue pakTopsl (pa3IuIHbIC BUIBI
MOHU3HUPYIOILICH pagualuu, YIbTpahruoIeTOBOE
M3J1y4YCHUE)

Xumuueckue paxtopbl (MHCEKTUIUABI, TSPOULIUIEI,
HApPKOTHKH, aJIKOTOJIb, HCKOTOPBIC JTEKAPCTBECHHBIC
Ipernaparhbl U Ap.BEIICCTBA)

buosornueckue (pakTopbl (BUPYCHI OCIIHI,
BETPSHOM OCIIbI, AIMUAECMHAYECKOTO NapOTUTA, TPUIIIA,
KOpH, T€IIaTUTa U 1p.)



MerKo-TEHETUYECKOE KOHCYIIBTUPOBAHME
Ipy OEPEMEHHOCTH B BO3pAcTe 35 JIET U
cTapIie, HAJIMYUKU HACJICACTBEHHBIX 00JIE€3HEH
B POJOCJIOBHOM.

M cKkIroueHnE poACTBEHHBIX OPAKOB.



Jluerorepanus

3aMECTUTEIIbHAS TEPANNs

YaaneHne TOKCHYECKUX MPOAYKTOB OOMEHA
BEIICCTB

MeareoMeTOpHOE BO3ACUCTBUE (HA CHHTE3
(bepMEHTOB)

HckiroueHrne HEKOTOPBIX JIEKAPCTB
(0apOuTyparoB, Cyinb(aHUIAMUALOB U Op.)

XUPYPrudeCKoe JCUCHUE



