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® HacaencrBeHHBIE 00IE€3HU:
® MoHoreHHbBIE 00JIE3HU
® XpomMOoCOMHEBIE 00JIC3HH
® IlomureHnrie 00JIE3HU

® @akTopsl pUCKa BOSHUKHOBECHHUS HACIICACTBECHHBIX
3a00JIEBAHUH

® IIpodunakTuka u J€YECHUE HACIECACTBEHHBIX O0OJIE3HEM




HaciaencrBeHHbIe 00J1€3HM — 3200/IeBAHUSA YeJI0BEKA,
00yCJI0BJICHHbIE XPOMOCOMHBIMHA U T€HHBIMHM MYTAIIUSIMH.

Hepeako omm004H0 TEPMUHBI «HACJEACTBEHHAsSA 00J1€3Hb)
U «BPOXKIACHHAs 00J1e3Hb» YIOTPEOJIATCH KAK CHHOHUMBbI,
OJIHAKO BPOKACHHBIMU 00JIe3HAMHU HA3BIBAKOT TE
3200/1eBAHM 1, KOTOPbIE UMEKTCH yKe IMPH POKIACHUH
pedeHKa U MOTyT OBITh 00YCJIOBJICHBI KaK
HACJICACTBEHHbIMHU, TAK U 3K30T¢HHbIMU (PAKTOpPaAMHU.



HnaccuihuKan s

HACNeACTBEHHbIX OonesHel!

MoHOTeHHBbIe

XpOMOCOMHbBIe

[ lonrureHsupie

AyTOCOMHO-IIOerlHaHTHble

I'€CHOMHBIC MYTalluH

AyTOCOMHO-penecCHBHbIE

CuenieHHbIE ¢ TOJIOM

XPOMOCOMHBIC MYTaluu




MOHOTEHHbIE BOJIESHW

OO0yCa0BIIEHBI MyTaIlUSIMU UJIA OTCYTCTBUEM
OT/ICJIbHBIX T€HOB M HACJIEAYIOTCS B HOJHOM
COOTBETCTBHUH C 3aKOHaMU MeHels (ayTOCOMHOE HJIH
CLIEIUIEHHOE ¢ X-XpOMOCOMOM HACJIEIOBAHUE,
JOMMHAHTHOE WUJIM PELECCUBHOE).

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



{YTOCOMHO-A0MUHAHTHDbIE
oonesHu

B 0CHOBeE JICKUT HApYILIEHUE CUHTE3a CTPYKTYPHBIX OCJIKOB WJIH
O€JIKOB, BBITIOJHSIOIIMNX CIIEIU(MUIECKUE PYHKIIUM (HAampUMeED,
rEMOIJTIO0HHA).

JlercTBUE MYTAaHTHOTO T€HA MPOSABIIAETCSA IPAKTUYECKU BCETAA.
bonbHbIE MAIBUYMKUA U AEBOYKU POXKIAAKOTCS C OAUHAKOBOK YaCTOTOM.

BepositTHOCTB pa3BuTHs 001€3HU B TOTOMCTBE cocTaBiisieT 50%.



® HacneacrBeHHoe 3a00JieBaHuE
COCIMHUTEIIBHON TKAaHU |,
IPOSIBJISIFOIIEECS N3MEHCHUSIMU CKEJIETA:
BBICOKMM POCTOM C OTHOCHUTEJILHO
KOPOTKUM TYJIOBHUILIEM , JNTHHHBIMUA
ayKkooOpa3HbIMHU MajbllaMHU
(apaxHOJAKTHIINA ), pa300JITAHHHOCTBHIO
CYCTaBOB , YaCTO CKOJIMO30M , KH(PO30M ,
nepopMansiMi TPYIHON KIIETKH ,
apKoOOpa3HbIM HEOOM . XapaKTEePHBI
TaK)Ke MOpaKEHUS I1a3 . B cBs3M C
AHOMAJIMSIMU CEPIEUYHO-COCYAUCTOU
CUCTEMBI CPEJHSS NPOAOJIKUTEIILHOCTD
’KW3HU COKpaIlleHa.



ApaxHOIAKTHIHSL Bricokuii BLIOPOC agpeHAIMHA ,
XapaKTEPHbIN 1 3a00JIeBaHus,
CIIOCOOCTBYET HE TOJIBKO
PA3BUTHIO CEPACUHO-
COCYIMUCTBIX OCIOXXHEHUU, HO U
MOSIBIICHUIO Y HEKOTOPBIX JIHII
0CO0OM CHIIBI AyXa U
YMCTBEHHOU OJAPEHHOCTH.
CriocoObl JI€U€HHST HEU3BECTHHI.
CuyuTalrot, 4To €10 00Jeau
[Tarannan, AHAEPCEH,
YyKOBCKHH.




XapaKkTePHbIN
BHELWHUU BUAO
OOonbHOrO
raprourin3amMom







AYTOCOMHO-[1ELECCUBHbIE
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JonesHn

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

BOIbHBIC MAIBYMKHA U JEBOYKH POXKIAIOTCS C OAUHAKOBOU
4aCTOTOM.

BepossTHOCTB poXkieHHsT 00JIbHOTO peOdeHKa cocTaBiisieT 25%.

Pongutenu OONBbHBIX €Tl (DEHOTUIINYECKHU MOTYT ObITh
3JI0POBBI, HO SIBJISIFOTCSI TE€TEPO3UTOTHBIMU HOCUTEISIMU
MYTaHTHOI'O I'€Ha

AyTOCOMHO-PEIIECCUBHBIN THUIT HACJIEAOBaHUS Oojee
XapaKTepeH JJIs 3a00JI€BaHKM, IIPU KOTOPHIX HapyIlleHa
(PYHKLMS OJTHOTO MJIM HECKOJIBKUX (PEPMEHTOB, — TakK
Ha3bIBAEMBIN (hepmenmonamuiul.



OEHUIKETOHYPUA
Mukponedanus
XTHO3 (HE CUEINICHHBIM C IIOJIOM )

IIporepus



dporepus

IIporepusi (rped. progeros
PEKICBPEMEHHO COCTAPHUBIINMCS ) —
MaTOJIOTUYE€CKOE COCTOSIHHUE,
XapaKTEPU3YIOIIEECS KOMILIIEKCOM
M3MEHCHUM KOXKH, BHYTPEHHHUX OPraHoB,
00y CIIOBJICHHBIX NPEKIACBPEMEHHBIM
ctapeHreM opranuzMa. OCHOBHBIMU
(opMaMu ABJISIETCS IETCKAS MPOTepHs
(cunapom I'eTunHcoHa (XaauMHCOHA) —
[ miidopaa) u mporepust B3pOCIIbIX
(cunapom Bepnepa).




Ilporepus
51 Ha4yan cTapeTh, )KU3Hb U TaK KOPOTKa.
Y MHOT'HX JIFOJIEM OHA, KAK PEKa —

Hecercd Kyna-T1o B MaHAIIYIO J1aJlb,
Jlapyst TO pagoCTh, TO CKOPOb, TO MEYAJIb.

Mos ke mogoOHa cKajie ¢ BOAOIIAI0M,
Yto magaer ¢ HeOa cepeOpsSIHBIM TPajioM;
Ton kamie, KOTOpOU CEKYH/Ia J1aHa,
JInibs 4TOOBI pa30UTHCA O KAMHHM y JHA.

Ho 3aBHUCTH HET K MOT'y4Y€EHN PEKE,

YTO pOBHO TE€UET IO TPOIE HA IMECKE.
Yaen ux oiuH, — 3aKOHYMB CKUTAHb,
[Tokoi 00pecTH B MOPSIX COCTPaJaHbSI.

IIycTh BEK MOM HE JOJIOT, CyJIbOBI HE OOKOCH,
Benb, B map npeBparsich, BHOBb K HEOy BEDHYCh.

29 cenmsabps 2000 2o0a
bviuxkoe Anexcanop




HxTHo3 (rped. - ppida) — HACIEACTBEHHBIN J€pMaTo3,
XapaKTepU3yoImuncs 1udGy3HbIM HAPYILIEHUEM OPOTOBEHUS 110
TUNY TUIIEPKEPATO3a, IMPOSIBIIETCS 00pa30BaHUEM HaA KOXKE
YEIIyeK, HAIIOMUHAIOIIMX PHIObHU.




DONe3Hy,
CUEGNNEHHRIEC NONOM

MbIlIeYHass aucTpopusa tTuna JlromeHHa,
remopusiua A u B, cunapom Jlemna — Hauxana,
O0osiesun I'yHrepa, 0osie3Hn Padpu (pPEeHECCHBHOE
HACJIEI0BaHKE, CHEIUIEHHOE ¢ X XPOMOCOMOM )

(hochar-guader (IOMHUHAHTHOE HACJIEIOBAHHUE,
CLEIJICHHOE ¢ X XPpOMOCOMOM).



¢00(|laT-AuaﬁGT

(DOMUHaAHTHOE HacregoBaHue, cuensieHHoe ¢ X
XPOMOCOMOMN).
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Bo3HukaroT BciaeacTBue N3MEHEHNS YHCiia 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 ).



e >~ =
[GHOMHbIG MyTaLMK

Cunapom HlapemeBCRoro Tepnepa,




bonesHwb HayHa

bosne3Hp, 00ycaoBIeHHAsS aHOMAJIHEH
XPOMOCOMHOI'0 Ha0Opa (M3BMEHEHHUEM
YUCJIa WA CTPYKTYPBI ayTOCOM ),
OCHOBHBIMH IIPOSBICHUSIMHU KOTOPOI
SBJISIFOTCS YMCTBEHHAsI OTCTAJIOCTh,
CBOCOOpa3HbI BHCIIHUI O0IHK
OOJILHOTO 1 BPOKJICHHBIE IOPOKHU
pa3BuTus. OgHa U3 HanboIee
pacIpOCTPaHEHHBIX XPOMOCOMHBIX
OOJIe3HEH, BCTPEUAETCS B CPEIHEM C
yactoTor 1 Ha 700 HOBOPOXKICHHBIX.




Kapuorun 601pHOTO
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PaclienvHa ryobi U Heba

PacieinnHel
ryObl M HEOA

» COCTaBIISIIOT
86,9% oT Bcex
BPOKJICHHBIX
ITIOPOKOB
pa3BUTHS JIUIIA




[llonUreHHbIe Conesnn
(MYNbTUIhaKTORUANDbHLIE]

OOyCIIOBJIEHBI B3aUMOJICHCTBUEM OIPEACICHHBIX
KOMOMHALMN ajijIeield pa3HbIX JOKYCOB U DK30T€HHbBIX
(aKTOPOB.

[TonmureHHbple 00IE€3HM HE HACIACAYIOTCS 110 3aKOHAM
Mennens.

JI71s OIIEHKH IeHETMYECKOr0 PHUCKA UCIOIb3YIOT
CIEUATILHBIE TAOIUIIEI.



NpumepniGonesueH

HekoTophie 3710Ka4€CTBEHHEBIE
HOBOOOpa30BaHUs, HOPOKHU PA3BUTHS, a
TaKKe NPEeAPacIoiokeHHOCTh K MbC,
CaxapHOMY AUA0ETy U aJIKOTOJIH3MY,
BpOKJICHHBIM BBIBUX Oedpa,
MU30()PEHMUS, BPOKACHHBIC TOPOKH

cepaua.




DaKTONbI PUCKA

dOuznyeckue GpakTopsbl (pa3IUYHbIC BUIBI
MOHU3HUPYIOILICH pagualuu, YIbTpahruoIeTOBOE
H3J1y4YCHUE)

Xumuueckue hakTopbl (MHCEKTUIUABI, TepOULIUIbI,
HApPKOTHUKH, aJIKOTOJIb, HCKOTOPBIC JTEKAPCTBECHHBIC
Ipernaparbl U Ip.BEIIECTBA)

buosornueckne GpaxkTopsl (BUPYCHI OCIHI,
BETPSHOM OCIIbI, SIUAECMHAYECKOTO NapOTUTA, TPUIIIA,
KOpH, T€IIaTUTa U Jp.)



I DOMUNARTHES

MenrKo-TEHETUYECKOE KOHCYIIBTUPOBAHME
Ipu OEPEMEHHOCTH B BO3pacTe 35 JIET U
cTapliie, HAJIMYUKU HACJICACTBEHHBIX 00JIE€3HEH
B POJOCJIOBHOM.

M ckIroueHne poACTBEHHBIX OPAKOB.
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Jluerorepanus

3aMECTUTEIIbHAS TEPANs

YaaneHne TOKCHYECKUX MPOAYKTOB OOMEHA
BEIICCTB

MearueoMeTOpHOE BO3ACUCTBUE (HAa CUHTE3
(bepMEHTOB)

HckiroueHrne HEKOTOPBIX JIEKAPCTB
(0apOuTyparoB, cyinb(paHUIAMUALOB U AP.)

XUPYPrudeCKOe JICUCHUE



