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Hepeako ommd04YHO TEPMUHBI «HACJCACTBEHHAA 00JIe3Hb» U
«BPOKIACHHAS 00JIE3HB» YHOTPEOJIAOTCH KAK CHHOHUMBbI,
O/IHAKO BPOKICHHBIMHU 00JI€3HAMHU HA3BIBAKOT Te
3200/1eBaHUsl, KOTOPbIC UMEIOTCH yKe MPU POKIACHUH
pedeHKa 1 MOTYT OBITH 00YCJIOBJICHBI KAK
HACJICCTBEHHBIMHU, TAK U IK30I¢HHbIMHU (pakTOpamMHu.




B




OO0ycJ10BJIeHBI MYTAIMAMH HJIH OTCYTCTBHEM
OTICJIbHbIX I'CHOB M HACJICAYIOTCH B IMOJJHOM
COOTBETCTBUM € 3aKkoHaAMU MeHae s
(ayToCOMHO€ WM CHEeIJICHHOEe ¢ X-
XPOMOCOMOM HACJ/IeJOBAHME, JOMUHAHTHOE
WK perecCuBHoOe).

MyTanuu MOryT 3aXBaTbIBATh KaK OIUH, TAK
u 002 ajijeJid.




KiauHuyeckue nposiBjIeHUSI BOSHUKAIOT B pe3yJbTare 0TCYyTCTBUA
ompe/e/IEeHHOM reHeTHYeCKOM uHopManuu Judo peanuzanuu ae(PeKTHOM.

XO0oTH pacnpoCTPaHEHHOCTh MOHOTE€HHbIX 00JIe3Hel HEBbLICOKA,
IOJIHOCTHI0 OHU HE MCYE3AI0T.

JIJIst MOHOT€HHBIX 00JIe3HEeH XapaKTePHbI «MOJYALIHE» TeHbI, 1eHCTBHE
KOTOPbIX MPOSIBJISIETCS MO BJUSHUEM OKPY/KAKOLIEH CPeabl.




B ocHOBeE JIEKUT HAPYLIEHHE CUHTE3a CTPYKTYPHBIX 0€JIKOB WM 0€JIKOB,
BBINOJHAIOIIUX cienupuueckre PyHKIUN (HanpuMep, reMorjio0nHa)

I[EﬁCTBI/Ie MYTAQHTHOI'O I'€HA IIPOABJJIACTCH IPAKTHICCKH BCCI/IA
boabHBIE MAJIBYUKHA U AC€BOYKH POKIAKOTCH C OIII'IHaKOBOﬁ 4acToTOM.

BeposiTHOCTD pa3BuTusda 00J1€3HU B NOTOMCTBE cocTaBjseT 50%.




CvHppom MapdaHa

bone3Hb OnbpauTta
AU30CTO3bl

OTOCKI1epo3
napokcuamanbHas Mmuonnerus

TanaccemMus u ap.




HacnencrBeHHoe 3a001€BaHue
COCAUHUTEIbHOU TKAHU , IPOABIIAIOIIEECS
M3MEHEHUSIMM CKEJIETa: BBICOKUM POCTOM C
OTHOCUTEJILHO KOPOTKUM TYJIOBHIIIEM ,
JJIMHHBIMH MMayKOOOpa3HbIMU MajblaMu (
apaxHOJAKTUJINSA ), Pa300ITaHHHOCTbBIO
CyCTaBOB , 4YaCTO CKOJIHMO30M , KH(PO30M ,
aeopmausaMu rpyIHON KIIETKH ,
apKkooOpa3HbIM HEOOM . XapaKTepHbI TaKkKe
MOPAXXEHUA I71a3 . B CBA3M ¢ aHOMaIUAMU
CEPAECYHO-COCYAUCTON CUCTEMBI CPEIHSIA
IPOJIOJKUTEIBHOCTD KU3HU COKpPAIICHA.




ApaxHONAKTUIINA

Bbicokuii BBIOPOC aipeHaIMHA ,
XapaKTepHBbIA 1J15 3a00/1eBaHMs,
CIOCOOCTBYET HE TOJIbKO PA3BUTHIO
CePACYHO-COCYAUCTBIX OCJI0KHECHUI, HO U
MOSABJICHUIO Y HEKOTOPBIX JIMI[ 0CO00M CHJIbI
AyXa U YMCTBEHHOU ogapeHHOCTH. Cioco0bl
JIeYeHUSI Heu3BeCTHbI. CUMTAIOT, YTO €10
oostesiu Ilaranunu, Angepcer, YykoBcKuu.




MyTaHTHblﬁ I'CH ITPOABJACTCH TOJIbBKO B ITOMO3UT'0OTHOM
COCTOSTHMMU.

boJibHbIE MAJILYUKHU U 1€BOYKH POKIAIOTCH ¢ OAUHAKOBOM
JacTOTOM.

BeposaATHOCTH POoKAeHUA 00JIbHOI0 pedeHKa COCTABJISET
25%.

PoauTesu 00JbHBIX JeTell (PEHOTUNIHYECKU MOT'YT ObITH
3[0POBbI, HO SABJISIOTCH IeTEPO3UTOTHHIMU HOCUTEJIAMM
MYTAHTHOI'0 I'€HA

AYTOCOMHO-pelleCCUBHBIM THII HACJIe0BaHUs 0oJ1ee
XapaKTepeH JJIs 3a00/1eBaHuil, NP KOTOPbIX HAPYLIEHA
(PYHKIMA OHOT0 MJIM HECKOJIBbKHUX (PEPMEHTOB, — TaK
Ha3bIBaeMblil hepmenmonamui




DEeHUIKETOHYPUA
Muxpouedaausa
NXxTHO03 (HE ClEeNJIEHHBIN ¢ M0JI0OM)

Ilporepust




IIporepus (rpe4. progeros
NnpeKIeBPEMEHHO COCTAPUBIIIUMCS )
— MAaTO0JIOTHYEeCKOoe COCTOSIHHE,
XapakTepu3ywiieecss KOMILJIEKCOM
U3MEHEHHMH KOKH, BHYTPEHHHUX
OpPraHoB, 00yCJIOBJIEHHbIX
NpeKIeBPEeMEHHbIM CTAPEHUEM
opranusma. OCHOBHbIMM (popMamMu
SIBJISIETCH JAETCKasA Nporepus
(cunapom I'eTunHCcOHA
(XaguuHcona) — I'madgopaa) u
nporepusi B3pocCjbIX (CHHAPOM
Bepnepa).




M

HxTHo3 (rped. - ppida) —
HACJIEICTBEHHBIN JIEPMATO3,
XapaKTEepPU3YIOIIUCS

i Py3HbIM HApYyIICHUEM
OpOTOBEHUS T10 TUITY
TUIIEPKEPATO3a, IPOSBISCTCA
00pa30BaHHEM Ha KOXKE
YEIIyeK) HAIIOMUHAIOIIAX
PBIOBHU.




(peueccMBHOE HACJIeA0OBAHHUE, CLHENJIEHHOE ¢ X XPOMOCOMOM)

(IOMHMHAHTHOE HACJIed0BaHUE, ClEeNJIEeHHoe ¢ X
XPOMOCOMOI1)




a. Bo3HMKAIOT BCJEACTBUE U3MEHECHUS
YUCJIA MM CTPYKTYPBI XPOMOCOM.

0. Ilpu xkaxaom 3a001eBaHUM HAOIIOAACTCH
THNMUYHBIA KAPUOTUI M (DEHOTHII
(HanpuMmep, cMHApPOM /layHa).

B. XPOMOCOMHBIE 00JIC3HHU BCTPEYAKOTCSH
3HAYUTEJIbHO Yalne MOHOIreHHBbIX (6 -10 u3
1000 HOBOPOKAECHHBIX).




fel Ll

cuHapoma IllhpemeBckoro-TepHepa, 00/1e3Hb
JlayHa (Tpucomus 21), cMuHapOMeE
Kaanngeasrepa (47,XXY), cHHApPOM
«KOIIAYbEro KPUKa»




boJjie3Hb, 00yC/10BJIeHHASA
aHOMAaJIuell XpOMOCOMHOI0O
HaOopa (M3MeHEeHHEeM YU CIa
WM CTPYKTYPbI ayTOCOM),
OCHOBHBIMH IIPOSIBJICHUSIMH
KOTOPOM ABJISIIOTCS
YMCTBEHHAsl OTCTAJOCTD,
CBO€0Opa3HbIil BHEIIHUMA
00/1MK 00JILHOIO U
BPOKJAE€HHbIE IOPOKH
pa3Butusi. OnHa u3 HamdoJ1ee
PACpOCTPAHEHHBIX
XPOMOCOMHBIX 00J1€3HeN,
BCTPEYAETCHA B CPEIHEM C
yacTorou 1 Ha 700
HOBOPO:KIE€HHBIX.
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O0yc/10BJIEHBI B3AMMOdEHCTBUEM
onpeaeJeHHbIX KOMOMHAIMM ajliejien
PA3HBIX JIOKYCOB M IK30I¢HHbBIX (DaKTOPOB.

IHosmMreHHuobIe 00J1€3HN HEe HACJIEAYIOTCH 110
3akoHaM MenaeJs.

JJ1s1 OLIEHKM TeHeTHYEeCKOI0 PUCKA
HCIOJb3YIOT ClIeHAJbHbIE TAOJIUIIBI




M 1eNn

HEKOTOPbIE 3J10KAYeCTBEHHbIE
HOB0OOOPAa30BaHMA, IOPOKH PA3BUTHS, A
TaK:ke npeapacnojoxkeHHocrs k UbC,
CaxapHOMY AHA0ETY U AJKOI0JIU3MY,
paciuenieHue ryool 1 He0a, BPOK/IEHHbIN
BbIBUX Oe/ipa, u30(peHusi, BpOKICHHbIC
IMOPOKH Cepala




www.voljogm@ad.

PacuiesMHbI ry0bI 1
HeOa cocTaBaAloT 86,9%
OT BCeX BPOKICHHBIX
NMOPOKOB Pa3BUTHA JIMIA




(pasivyHbIe BUAbI HOHU3UPYIOLEH paaruanum,
YIAbLTPa(uoIeTOBOE U3TYyYCHME)

(MHCeKTHLHU/bI, FepOMIUbI, HAPDKOTHKH,
AJIKOI0J1b, HEKOTOPbIE JIeKAPCTBEHHbIE MpenaparThbl U AP.BellecTBA)

(BHpYCHI OCIIbI, BETPSIHOM OCIIbI,
AMUAEMHUYECKOr0 MAPOTUTA, TPUIIIIA, KOPH, FeATUTA U JIP.)




Meauko-reHeTu4ecKoe
KOHCYJIbTHUPOBAHUE TPU OEPEeMEHHOCTH B
Bo3pacre 35 J1eT U cTapuie, HAJIU4YUH
HACJIeACTBEHHBIX 00JIe3HEeH B
POI0OCJIOBHOM

U ckiIro4yeHue poaCTBEHHBIX OPaKoB




JAuerorepanus

3amecTuTEBHAA TEPANIUA

YnajieHue TOKCHYECKHX NMPOAYKTOB 00MeHAa BelleCTB
MeaueoMeTopHOE BO31eCTBHE (HA CHHTE3 ()epMEHTOB)

HUckiaroueHre HEKOTOPBIX JEKAPCTB (0apOuTYpaToB, Cyab(PaHUIAMUTOB U
ap.)

XUpypruuyeckoe Jie4eHue







