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ATagazaposa Maanka



HacaeactBernsie 00Ae3HT

HacaeacrBeHHbIe 00J1€3HU —
3200/1eBaHUSA YeJI0BeKa, 00YCJI0BJICHHbIC

XPpOMOCOMHBIMHA M1 I'CHHBIMHN MYTAallUSIMU.
Hepeako omim004H0 TEPMUHBI «HACJIEACTBEHHASA 00J1e3HbY» U
«BPOKIACHHAS 00JI€E3HBY» YHOTPEOJIAOTCH KAK CHHOHUMBbI,
O/IHAKO BPOKICHHBIMU 00JI€3HAMHU HA3BIBAKOT Te
3200/1eBaHUsl, KOTOPbIC UMEIOTCH yKe MPU POXKIACHUH
pedeHKa 1 MOryT OBITH 00YCJIOBJICHBI KAK
HACJICICTBEHHBIMHU, TAK U IK30r¢HHbIMHU (hakTOpamMu.



RAacCHQVIHAIIA HACAEACTBEHHHX 00AC3HeI




Monorennnie OOAE3HI

=  OOycCIIOBJIEHBI MyTallUSIMU HUJIM OTCYTCTBUEM
OTJE€IbHBIX T€HOB M HACJICAYIOTCS B IIOJITHOM
COOTBETCTBHUH C 3aKOHaMH MeHems (ayTOCOMHOE
WJIM CLHEIJIEHHOE ¢ X-XpOMOCOMOW HACJIEA0BAHME,
JOMHUHAHTHOE WJIH PELIECCUBHOE).

= MyTamnum MOTyT 3aXBaTbIBaTh KaK OJIMH, TaK U 00a

aJUICJIA.



Monoreqgunie OOAE3HUI

KnuHuyeckue nmposiBICHNUSA BO3ZHUKAKOT B PE3YJIBTATE
OTCYTCTBUSA ONPEACICHHON IT€HETUYECKOM
MH(pOpMalMHU JIMOO peann3anuu J1e()EKTHOM.

XOTs pacOpOCTPAHEHHOCTh MOHOTE€HHBIX 00JIC3HEH
HEBBICOKA, MOJTHOCTHIO OHU HE MCUYE3ALOT.

J1711 MOHOTEHHBIX OOJI€3HEN XapaKTECPHBI
«MOJTYAINE» TEeHBI, IEUCTBUE KOTOPHIX MPOSABIISAECTCA

I1OJ1 BIIMSIHUEM OKPYKAIOILEU CPEIBI.



AYTOCOMHO-AOMITHAHTHELE 00/AC3HI

B 0CHOBE JICKUT HAPYILIEHUE CUHTE3a CTPYKTYPHBIX
OCJIKOB MJIH OCJIKOB, BBIIIOJHSIIOIINX CHCIA(DUUCCKUE
(yHKIIMU (HampuMep, reMorjio0nHa)

JIerCcTBHE MYTAHTHOI'O T'€HA IIPOSABIIACTCS
IIPAKTUYECKU BCETIA

bOJIbHBIE MAJIBYUKU U JIEBOYKH POXKIAFOTCA C
OJIMHAKOBOU YaCTOTOM.

BeposaTHOCTh pa3zBUTHS 00JIE3HU B IIOTOMCTBE
coctaBisgeT 50%.



[ Ipumepsr OOAe3HEN

s Cupapom Mapdana

= 0oae3ub OaOpaiira

= AHU30CTO3BI

= OTOCKAEPO3

= IIAPOKCHU3MAaAbHAs MUOIIAETUA

= TAAACCEMHUA U AP.



Cuanapom Mapdana

HacnencrBeHHoe 3a001€BaHKE
IPOSIBIISIIOIIEECS MU3BMEHEHUSIMU CKEJIeTa:
BBICOKUM POCTOM C OTHOCHUTEIIFHO KOPOTKHM
TYJOBHIIEM , ITMHHBIMH TAyKOOOpa3HBIMU
najbliaMu ( apaxXHOJAKTHINS ),
Pa300ITaHHHOCTBIO CYCTaBOB , YAaCTO
CKOJIMO30M , KU(DO30M , JiehopMalusiMH
TPYAHOM KJIETKH , ApKOOOPa3HBIM HEOOM .
XapaKTepHbI TAKKE MOPAXKEHU J1a3 . B cBA3U
C AHOMAJIUSAMMU CEPACUYHO-COCYAUCTON CUCTEMBI
CPEHHSS MPOAOIKUTEILHOCTD KU3HU
COKpalIlleHa.




APAXHOAAKTHUANA

Bricokuii BEIOpOC aipeHaInHa ,

XapaKTepHBIN I 3a001€BaHMS,
CIIOCOOCTBYET HE TOJIBKO Pa3BUTHIO
CEPACYHO-COCYIUCTHIX OCIIOKHEHUN,
HO U MOSIBJICHUIO Y HEKOTOPBIX JIUI
0CO0O0M CHUJIBI TyXa U YMCTBECHHOM
oapeHHOCTH. CII0COOBI JICUCHUS
HEn3BeCTHBI. CUHUTAIOT, UTO €10
oosienu IlaranuHu, AHJIEpPCEH,
YyKoBCKHUH.




AVTOCOMHO-PETECCTBHBIE 00A€3HI!

MyTaHTHBIN I'€H OPOSBISAETCA TOJIBKO B TOMO3UTOTHOM
COCTOSTHUH.

boJibHBIE MAJIBYMKU U J€BOYKH POXKIAAOTCA C OJIMHAKOBOU
JaCTOTOMU.

BeposTHOCTh pokI€HUS O0JILHOTO peOeHKa cocTaBiseT 25%.

Poautenn OONBHBIX JIeTe (DEHOTUIMHUYECKH MOT'YT OBITh
3JI0POBBI, HO SBJISIFOTCSI TE€TEPO3UTOTHBIMU HOCHUTEIISIMHU
MYTAHTHOI'O T€Ha

AyTOCOMHO-PEIIECCUBHBIN THUIT HACJIEAOBAHUS Oojee
XapaKTepeH JJIs 3a00JI€BaHUM, IIPU KOTOPHIX HapyIlleHa
(OYHKILMS OJTHOTO MJIM HECKOJIbKUX (PEPMEHTOB, — TaK

Ha3bIBA€MBbIN (hepmenmonamu



[ Ipmmeprr OOAE3HEN

s DeHunKkeToHypus
= Mukpounedhanuns
= VIXTHO3 (HE CHEIJICHHBIN C II0JIOM)

s [Iporepus



OEHUMNAKETOHYPUA

OTHOCHUTCA K IpyIIIIe FEHETUYECKUX
3a00A€BaHMI, KOTOPHIE IIEPEAAFOTCA
II0 HACAEACTBY. 3a0oAeBaHUIE
BO3HHKAET TOABKO TOTAQ, KOTAQ 004
POAUTEAA ABAAFOTCA HOCUTEAAMU
reHa. B rakom Opake posxaeHue
00ABHOTO peOeHKa BO3MO>KHO B

25%.

Bo3Hukaer u3-3a HapymeHusa ooOMeHa
depmeHTa DEHNMAAAAHIH,
HeoO0xoAnMoOro Aasa passurua LTHC.

XapakTepu3yercsa OTCTaBaHHUEM
IICUXOMOTOPHOI'O PA3BUTHA,
IIPOIPECCUPYIOIITUM CAAOOYMUEM.

AeTHu pokAar0TCA O€AOKYPBIMH, C
TOAyOBIMU FAQ3aMU U
JyBCTBUTEABHOU KO>KEU.




MUKPOLIE®AANA

3HaYNTEABHOE YMEHBIIECHNUE PAa3MEPOB Yeperia
1 MO3I'a, COIIPOBO’KAAIOIIEEC 3AACPIKKOM
IICUXHYECKOI'0 PAa3BUTHUA U PA3ANIHBIMH
HEBPOAOTUIECKUMHU HAPYIICHUAMH.
IlepBuyHasA - HACAEACTBEHHOE 3200A€BaHUE C
peneCCUBHBIM THIIOM IIEPEAAYH OT POAUTEAEH
nnoromctBy. IIpu sToit popme yxke y
HOBOPO’KAEHHOTIO pa3MePHI Yeperia
3HAYUTEABHO YMEHBINEHBI, 4 MACCA MO3Ta
cHmkeHa A0 250 - 300 r (B Hopme - oxoao 400
r).

Bropuunaa Mukponedasusa pasBuUBaeTCA B
pe3yAbTaTe ACHCTBHA HA MO3T PA3AMYHBIX

BPEAHOCTEHN (TMIOKCHUA, MH(EKIUU, TPABMA,
HapyIIeHua OOMeHa BEIIECTB).



I Iporepmusa

= Ilporepus (rped. progeros
IIPEXKAEBPEMEHHO
COCTAPUBIIHUICS) —
[IATOJIOTHYECKOE COCTOSHHUE,
XapaKTEPU3YIoIIeecs
KOMIIJIEKCOM U3MEHEHUM
KOXXH, BHYTPEHHUX OPTaHOB,
00y CIIOBJICHHBIX
MPEKIECBPEMEHHBIM
CTapE€HUEM OpraHu3ma.




Ilporepus

41 Hayas cTapersh, )KU3Hb U TaK KOPOTKA.
Y MHOTHX JIIOJIEH OHA, KaK peKa —
Hecercs kyna-to B MaHAIIYO 1aJlb,
Jlapysi TO pagoCTh, TO CKOpOb, TO MeYab.

Mos xe 1mogo0Ha cKajie ¢ BOIOMaaoM,
Yto namaeT ¢ Heba cepeOpsSIHBIM I'PAOM;
Tou karuie, KOTOpOM CEKyHJa J1aHa,
JIutb 4TOOBI Pa30MTHCS O KAMHHM Yy JTHA.
Ho 3aBUCTH HET K MOTy4Y€ll peke,

YTO pOBHO TEYET IO TPOIIE HA MECKE.

VYnen ux ofuH, — 3aKOHYMB CKUTAHbS,
[Tokoit 0OpecT B MOPSIX COCTPAIAHBA.

IIycTh BEK MOM HE JI0JI0T, CyAbObI HE O0IOCH,
Benp, B map nmpeBparsch, BHOBb K HEOY BEPHYCb.

29 cenmsaopsa 2000 2o0a
bviukoe Anexcanop




Mxrmmo3s

HxTHo3 (rpeu. - ppida) —
HACJIECTBEHHBIN JIEPMATO3,
XapaKTEePU3YIOIIUANCS

¢ Py3HbIM HApyIICHUEM
OpOTOBEHUS I10 TUITY
TUIIEPKEPATO3a, IPOSBISCTCA
00pa3o0BaHHEM Ha KOXKE
YEIIyeK) HAIIOMUHAIOIIAX
pPBHIOBU.




DOAC3HI, CIETACHHBIE C I0AOM

- MbIIIEYHAA JucTpodpus Tuna /droimenna,
- remopuauu A u B,

- cuHapoma Jlema — Hawnxana,

.- 0oJie3Hu I'yHTEpA,

- 0oJ1e3HM Dadpu (peLEeCCUBHOE HACICIOBAHUE,
CLICILICHHOE ¢ X XpPOMOCOMOM)

- Ddochar-guader (TOMHUHAHTHOE
HACJIEAOBAaHUE, CLICIICHHOE ¢ X XpOMOCOMOM)



MpblmeuHasa AucTpodus

= Hacaeayerca mo ayrocomHo-
pE€LECCUBHOMY THILy C HEKOTOPOU
OIrPAHUYEHHOCTBIO IIOAOM: MAABYHUKH
OOAEIOT UaIllE AEBOUYEK.

B ocHOBE AaHHOTO 3200A€BaHUA A€XKAT
HAPYILIEHN:A OOMEHA B MBIIIIEYHON U
coeAMHNTEeABHOU TKaHAX. [Ipeobaasaror
HapyllIeHnA 0€AKOBOro ooOMeHa, IIPUIEM
IIOBBIIIICHHBIN CHHTE3 MBIIICYHBIX 0E€AKOB
COIIPOBOYKAAETCA eIe 0oAee YCKOPEHHBIM
UX PACHAAOM.

= Yamre Bcero nmopa’karorcsa HIDKHUE
KOHEUYHOCTH, 3aTEM MBIIIIIIHI TA30BOI0
I1051CA, TYAOBHIIIA, BEPXHUX KOHEYHOCTEN
(«Bocxoaammi TuIN). Pexxe BcTrpeuaerca
CHHCXOAAMIUN TUID». TOHYC M1 CHAQ MBIIIII]
CHIDKAIOTCH, pa3BUBaeTCA UX aTpodpusl.




a. BO3HMKarOT BCIE€ACTBUE U3MEHEHUS YMCIIaA
WJIN CTPYKTYPBI XPOMOCOM.

0. IIpu kaxxgoM 3a001€BaHNM HAOIIONACTCS
TUNWYHBIN KapUOTHUII U PeHOTUN (HAIIpUMED,
cuHapoM JlayHa).

B. XpPOMOCOMHBIE OOJIE3HU BCTPEUYAOTCS
3HAYUTEIILHO Yalle MOHOTCHHBIX (6 -10 u3

1000 HOBOPOXKICHHBIX ).



| eromMHBIE MyTATTIN

* Cunapom IlpemeBckoro-TepHepa,

* boJae3nb /layHa (Tpucomuda 21), * * *
*Cunapom Knanngeasrepa (47,XXY),
* CHHAPOM «KOIIAYbEr0 KPUKA)



boacstn Aays

boiie3Hb, 00ycCIOBICHHAS
AHOMAJIUEU XPOMOCOMHOTO
HaOopa (M3MEHEHUEM YHCJIa
WUJIA CTPYKTYPBI ayTOCOM),
OCHOBHBIMH MPOSIBICHUSIMH
KOTOPOU SIBJISAIOTCSA
YMCTBEHHAsI OTCTAJIOCTb,
CBOCOOpAa3HbIN BHEIIHUM
00JINK OO0JILHOTO U
BpPOKJICHHBIC TOPOKHU
pPa3BUTHSI.

Omua u3 HauboJiee
pPacIpOCTPAHEHHBIX
XPOMOCOMHBIX OOJIE3HEM,
BCTPEUACTCS B CPEIHEM C
gactotou 1 Ha 700
HOBOPOXKICHHBIX.



» Ha nagonu gacro BO A@?)Hb AaYHa

OOHAPYKHUBAIOT
MMOTIEPEYHYIO CKIIQJIKY

IR 1IN R 1 0
(I8 R IR IR
MENEERUTIEEY

IR mw
MmIiEEN ElE

KapuoTtun 6onkHoro



Cunapowm IllepurneBckoro-TepHepa

Pucysox 14, Bonsras 14 ner, Cuxpponm llepemesc-
xoro-TepHepa. KpbinoBuaHste CKNAAKU Ha mee “ro- Pucynox 16. Bonsxaa 13 ner. Curapom Ille-

pemesckoro-TepHepa. Hu3skumu pocr, orcyr-

nosa cHuMKca”, HM3KUIH PocT BONOC
CTBUE BTOPHUYHBLIX IMONOBLIX MPU3IHAKOB




Cunapom Kaaitndeabrepa

Bcrpeuaerca y oanoro u3s 400-600

Frontal =
YR HOBOPO>KACHHBIX MAABYHMKOB U IIPOABAACTCA
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Long legs

B HEAOPA3BUTUU IIEPBUYHBIX U BTOPUUHBIX
IIOAOBBIX IIPU3HAKOB, UCKAXKEHUU
nmponopuuii reaa. Aaa 60ABHBIX TUIIHYHBI
BbICOKHM pocT. IloaoBoe cozpeBanne
HACTYIIA€T BOBPEM:, OAHAKO POCT BOAOC Ha
AuIie cAa0bIil. B peaAxnx caydasax 00AbHBIE
HY>KAQFOTCA B A€UEHUHU TECTOCTEPOHOM.
Kaunnygeckue nmposBA€HUA 3HAUUTEABHO
BAPBUPYIOT: OOABIIMHCTBO My>K4uH 47XXY
BHEIITHE HOPMAABHBI, 00AAAAIOT
HOPMAABHBIM UHTEAAEKTOM, HO CTEPUABHBI.
Y HUX HET 3aA€PIKKU IICUXUYIECKOI0
Pa3sBUTHA, HO AOBOABHO YaCTO OOABHBIE
MMEAU HEBHATHYIO PEUb U 3aMEAACHHOE
cayxoBoe Bocrpuarue. OAHAKO 3aHATHUA C
AOTOIIEAOM OOBIYHO OKa3bIBAAUCH

3 PpeKTUBHBIMMU.



Cunppom Komiausero xpuka

n [ Ipu smom curopome rabarodaenica:
= OOIllee OTCTABAHUE B PA3BUTHUH,

®E HM3Kad MacCcCa HPI/I pO)K,A,CHI/II/I 141
MBbITIICYHAA IT'HITOTOHMA,

m  AYHOOOPA3HOEAYHOOOPA3HOE
AHIIO C ITUPOKO
PACCTABACHHBIMU [AA3AMU

®  XAPAKTEPHBIM IAAY

DPEOEHKAXAPAKTEPHBIN ITAAY
pPEOEHKA, HAITOMIHAFOIIIII
KOITAYbEXAPAKTEPHBIN ITAQY
peOEHKA, HAITOMITHAFOIITII
KOIIIAYbe MAYKAHbE, IPUIUHOU
KOTOPOTO ABAAETCA U3MEHEHHUE
TOPTAaHU UAU HEAOPA3ZBUTHUE

TAONTATTEE | TR Iray TreuenaeT w




Tosamesse Oonese (STIARTOpIAIGEHE

= OOyCHOBIICHBI B3aUMOAEHCTBUEM ONPENECITCHHBIX
KOMOWHAIIMX aJJIEJIECH pa3HbIX JJOKYCOB M
9K30Ir'€HHBIX (PAKTOPOB.

= [loaureHneie 0OOJIE€3HU HE HACICAYIOTCS 10 3aKOHAM
Mennaens.

= /14 OIEHKHU TeHETUYECKOr0 pUCKa UCTIOIB3YIOT
CIEIUAIbHBIE TAOIUIIBI



[TpmMepbl 60N1Ee3HeEN

= HCKOTOPHKIC 3JI0KAYECTBCHHBIE
HOBOOOpAa30BaHMSs, TIOPOKHU PA3BUTHUS, A
TAKXKE NPEeapacnoiokeHHOCTb K MbC,
CaxapHOMY JHA0CTy U aJKOTOJIM3MY,
paclleIlICHUE TyObl M He0a, BpOXKICHHbBIN
BBIBUX OeJipa, N30 PECHUS,
BPOXKICHHBIC IIOPOKH CEPALIA



PacriearHa ryowr 1 HEOA

s PaciuenuHel
ryOnl 1 HEOa
COCTaBIISIIOT
86,9% OT Bcex
BPOXKJICHHBIX
ITIOPOKOB
pPa3BUTHUS JIMLIA




» Ousnyeckue (PaKTOpPbI (PAIUUHBIC BUIBI
MOHU3UPYIOIIECH paauanyy, yIbTPa@ruoIEeTOBOE
M3JyYCHHCE)

= XuMuueckune GpakTopbl (MHCEKTULYbI, TepOUIUIbI,
HAPKOTHKHM, AJIKOTOJIb, HCKOTOPHIC JICKAPCTBCHHBIC
IIpernaparhbl U Ip.BEIICCTBA)

= buosornyeckue (pakTopbl (BUPYCHI OCIIHI,
BETPSIHOM OCIIBI, STTUACMHAYECKOTO ITAPOTUTA, TPUIIIIA,
KOpH, T€IIaTUTa U Ap.)



s MeauKo-rTeHETUUECKOE
KOHCYJIETUPOBAHME IIPU OEPEMEHHOCTH B
BO3pacCTe 35 JIET U CTaplle, HATUYUU
HACJICJICTBCHHBIX OOJIC3HEH B
POJOCIIOBHOM

= VcKkimroueHre poACTBEHHBIX OPAKOB
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