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HacaeacrBeHHbIe 00J1€3HM — 3a00J1eBaHUS]
YeJI0BeKa, 00yCJI0BJI€eHHbIE XPOMOCOMHBIMH H
reHHBIMH MYTAlUsSIMH.

+ HacneacrBeHHble 601€3HU CBSA3aHbl C
HapyLUEHUSIMU B rEHETUYECKOM MaTepuarsne
(XpOMOCOMHbIMMN N FTEHHbIMN MYTaUUSAMMU,
BO3HUKAKOLWMMN Y poanuTenen niam camoro
opraHmama), nnm onpeaeneHHbIMU
KOMOMHaUNSAMM FreHOB Y NMOTOMKOB.

+ [Nlocnepcreuna HacneayeMblX MyTauun,
deHoTMnnyeckoe nx npossrieHmne
NpUBOAUT K onpeaeneHHbIM CUMNTOMaM
6os1e3Hmn.
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Monozernnwvie 001e3HU

OO0yCIIOBJIEHBI MyTALUSIMU WUJIM OTCYTCTBUEM
OT/CJIbHBIX T€HOB U HACIEAYIOTCS B IIOJTHOM
COOTBETCTBHUH C 3aKOHaMU MeHens (ayTOCOMHOE
WJIH CLIEIJIECHHOE ¢ X-XpOMOCOMOM HacJIeJOBAaHUE,
JOMHUHAHTHOE WJIM PELECCUBHOE).

MyTanun MOr'yT 3aXBaThIBaTh KaK OAWH, TaK 1 00a
aJuIes.

KnuHnyeckue mposiBICHNUS BOZHUKAIOT B PE3YIILTATE
OTCYTCTBHUSA OMNPEACICHHON T€HETHYECKON
MH(pOpMaIUK JTHUOO0 pealn3auun Ae(PEeKTHOM.

XOTsI pacOpOCTPAHEHHOCTh MOHOTE€HHBIX 00JIC3HEH
HEBBICOKA, MOJTHOCTHIO OHU HE MCYE3ALOT.

J1711 MOHOTEHHBIX OOJIE3HEN XapaKTECPHBI
«MOJIYaIlMe» T€HbI, IEHCTBUE KOTOPHIX MPOSIBIISCTCS
101 BIUSTHUEM OKPY>KAIOIIEH CPEIHI.



Aymocomno-oomunanmmuole 001€3Hu

B 0CHOBE JI€KUT HAPYIICHUE CHHTE3a CTPYKTYPHBIX
OCJIKOB MJIH OCJIKOB, BBIIIOJHSIIOIINX CHCIA(DUICCKUE
(GyHKLIMU (HampuMep, reMorio0nHa)

JIeMCTBUE MYTAHTHOT'O I'€HA MPOABIISETCS
[IPAKTUYECKU BCEra

bonbHBIE MATTBYUKA U J€BOYKH POXKIAOTCS C
OJIMHAKOBOM YaCTOTOM.

BeposaTHOCTh pa3BUTHS 00JIE3HU B IOTOMCTBE
coctasirsieT 50%.

[ IpuMmepsnl 6one3neii: Cunapom Mapdana, 0071€3Hb
OnOpaiita u ap.



Cunopom Mapghana

HacnenacTtBeHHoe 3a001eBaHue
COCIMHUTEIIbHOM TKAaHHU,
IPOSIBIISIONIEECS N3MEHEHUSIMU
CKEJIETa: BLICOKHM POCTOM C
OTHOCHUTEJILHO KOPOTKUM TYJIOBUILIEM,
JUIMHHBIMH [TayKOOOpa3HbIMHU
najablamMu (apaxHOJAKTHIINS ),
Pa300ATAHHOCTBIO CYCTaBOB, YACTO
CKOJIMO030M, KH(O30M,
nedopmanusIMu TpyIHOM KIICTKH,
apKoOOpa3HbIM HEOOM. XapaKTEPHBI
TAKXe MOpAXEHU I1a3. B cBs3u ¢
AHOMAJIUSIMU CEPJIEYHO-COCYAUCTOU
CHUCTEMBI CpEIHSI
IPOJOJKUTEIbHOCTD KU3HU
COKpallleHa.

http://www.golf1-orav.ru/index.php?cstart=19&



ApaxHOOAKTUINS

Bricokuii BEIOpOC agpeHaIMHA,
XapaKTEePHBIN JJIs1 3a00JICBaHUS,
CIIOCOOCTBYET HE TOJBKO
Pa3BUTHIO CEPACUHO-
COCYIAUCTBIX OCIOKHEHUM, HO U
MOSIBJICHUIO Y HEKOTOPBIX JIHII
0c000 CuJIbl AyXa U
YMCTBEHHOM OJIAPEHHOCTH.
CrocoOBblI JI€YECHHSI HEU3BECTHBI.
CyuTaloT, 4YTo €10 0oIeIu
[Taranuan, AHAEpPCEH,
YyKOBCKUHU.

http://www.nld.by/imagebase/ib298/ib stat1i4 1.htm




Aymocomuo-peueccueuble 0o1e3HuU

MyTaHTHBIW I'€H MPOSABIIAECTCA TOJIBKO B
TOMO3UTOTHOM COCTOSIHUH.

boJIbHBIE MAJIBYMKH U J€BOYKU POXKIAKOTCA C
OJIMHAKOBOU YaCTOTOM.

BeposTHOCTh poXKAeHUS 00JIBHOTO pEOCHKA
cocTaBiisieT 25%.

PoauTenn OOJBbHBIX IETEH (DEHOTUITNYECKHU
MOTYT OBITh 3JJOPOBBI, HO SIBIISIFOTCS
T€TECPO3UTOTHBIMIA HOCUTEISIMH MYTaHTHOIO
r'€Ha.



AYTOCOMHO-peleCCUBHBIM TUII HACJICA0BAHMA 00JIee XapaKTepeH I
3200/1eBAHUU, IPU KOTOPHIX HAPYLIEHA PYHKIUSA OJHOI0 WJIM HECKOJIbKUX
(pepMEHTOB, — TaK Ha3bIBaeMbIi (pepMEHTONATHH

NxTHoO3

D EeHWIKETOHYPUSI- XapaAKTEPU3YETCS
CHI)KEHUEM aKTUBHOCTH (DEpPMEHTA,
[IPEBPALLAOIIETO AMUHOKUCIIOTY
(heHMIaTaHUH B TUPO3UH. B utore
TOMO3UTOTHBIE JETU OTCTAIOT B PA3BUTHHU,
y HUX HAOJIFOMAOTCS MOBPEXKICHUS MO3ra |
Y BOBHUKAET YMCTBEHHAS! OTCTAJIIOCTb.

NxTHno3 (rpey. - ppida) —
HACJICICTBEHHbBIN JIEPMATO3,
XapakTepu3yrmuics 1up@y3HbiM
HapyIIEHUEM OPOTOBEHHUS 1O TUITY
TUIIEPKEPATO3a, MPOSIBISACTCSA
00pa30BaHMEM Ha KOXKE YEIITYEK)
HaIIOMUHAIONIMX PHIObH.




*

IIporepus (rped. progeros NpekaeBPEMEHHO

612/08e0016

http://|.foto.radikalasy
d1d34.j =

48 SRR S
ATOJIOTHYCCKOC COCTOAHUC, XaPAKTCPUIYIOIICCCA KOMIIJICKCOM

M3MEHECHUH KOXKH, BHYTPEHHUX OPraHoOB, 00YCIOBICHHBIX
PEXKIEBPEMEHHBIM CTapeHueM opranu3ma. OCHOBHbIMU (popMamu
ABJISICTCS IeTCKas rporepus (cuuaapom [erunHcona (XaguynHCOHA) —
I'undopaa) u nporepust B3pocibix (cuHapoM BepHepa).



bone3nu, cuennennwvie ¢ nonom

¢ JlanbTOHM3M- HECIOCOOHOCTH pa3Inyarh KpacHbIM 1
3€JICHBIN [BETA.




Xpomocomuole 001e3HU

Bo3HukaroT BciaeacTBue U3MEHEHUS Y ciia U
CTPYKTYPBI XPOMOCOM.

Hapymenusi BO3HUKAOT IPHU HAPYIIICHUSX B
PACXOXKIECHUU XPOMOCOM BO BpEMS MEN03a
pu (POPMUPOBAHUHN TAMET

XPOMOCOMHBIE O0JIE€3HH BCTPEUAIOTCS
3HAYUTEIILHO Yalle MOHOTCHHBIX (6 -10 u3
1000 HOBOPOKACHHBIX ).



Cunapom /JlayHa.

o Jlromu, cTpagaroiime 3TUM '
3a00JICBaHUEM, UMEIOT
XapaKTEPHBIN pa3pes 1ias,
HU3KHUM POCT, KOPOTKHUE U
KOPOTKOITIAJIbIE PYKHA W HOTH,
AHOMAJIMU MHOTHUX
BHYTPEHHUX OPTaHOB,
CIIEIU(PUYIECKOE BEIPAKECHUE
JIALA, IJ19 HUX XapaKTepHa
YMCTBEHHAsA OTCTAJIOCTh
[Tocne 35—40 ner netu ¢
CUHApPOMOM JlayHa
MOSBJIAOTCA  OauH Ha S00—
600 HOBOPOXK/ICHHBIX.

W i¢

B 480X X3 43 83 40

Kapuotun 60J1bHOTO



Cunopom Kneungenovmepa

Bcerpeuaerca y 1 u3 400—600
HOBOPOKJICHHBIX MAJIbYMKOB 1
IPOSIBIISIETCS] B HEJIOPA3BUTUHU
IIEPBUYHBIX ¥ BTOPUYHBIX
MIOJIOBBIX ITPU3HAKOB,
MCKQKCHUH MPONOPIINHU TEA.
N3y4yeHune KapuoTuia My>K4MH,
CTpaJIAtOIIUX CUHIAPOMOM
Knenndensrepa, mo3BoJImio
YCTaHOBUTbH, YTO UX IOJIOBBIC

XPOMOCOMBI MPEACTABICHBI
Habopom XXY.

http://www.medsys.ru/index.phtm|I?mm=news

&sm=diagnos&dirid=&id=269




Cunopom Lllepewesckoco-Tepuepa

Berpeuaroiasics y
HOBOPOXJIECHHBIX JEBOYEK C
yactoTrou 1 Ha 5000, TOXKE
CBsI3aHA C XpPOMOCOMHBIM
HApYILIEHUEM. Y HUX
0OHapYKEHO 45 XpOMOCOM,
IIOCKOJIBKY B KAPUOTHUIIE
MUMEETCS TOJIbKO OJHa X-
xpoMocoMa. OTIn4YaroTcs
MHOTOYHMCIICHHBIMHU
dHOMAJIUSAMU B CTPOCHHUHA PucyHok 14. Bonbraa 14 ner. Cunppom Wepewesc-

koro-TepHepa. KpbinoBUAKbIE CKNAAKYM HA mIee “To-

OpraHHU3Ma. nosa chUHKCa”, HU3KUIH POCT BONOC

http://www.medic21vek.ru/catalog/element.php?l




Ilonuzennuvie 001e31U

+ OO0ycIIOBIECHBI B3aMMOJICICTBUEM
OIpE/ICICHHBIX KOMOMHAIIUI
aJlJIEJIEN PA3HbIX JJOKYCOB U
HK30Ir€HHBIX (PaKTOPOB.

+ [lpumepamu MOTYT CIYKUTh
HEKOTOPHIE 3JIOKAYE€CTBCHHBIE
HOBOOOpPa30BaHUsI, IIOPOKHU
Pa3BUTHSI, & TAKKE
pEeAPacIoioxkeHHOCTh K UBC,
caxapHOMY AUa0ETy U
aJIKOTOJIN3MY, PACIICIUICHUE
ryObl U1 HEOA, BPOXKACHHBIN
BBIBHX Oejpa, Mu30ppeHus,

BPOXXICHHBIE IOPOKU CEPALIA. Pacuenunsl TyObl 1 HEOa
cocTaBISIOT 86,9% OT Becex

BPOXKACHHBIX ITOPOKOB PA3BUTUA
Juna




Brewnue npuuuHvl 603HUKHOBEHUS
3a60/1e8aHUlL

o Dusznueckue GakToOpbl (PA3INIHBIE BHIbI
MOHU3UPYIOIIEN paayalyiu,
YIBTPA(PUOJIETOBOE U3TYYCHUE)

o Xumunueckue GhakTopbl (MHCEKTULIUIBI,
repOMLIMIbl, HAPKOTUKH, AJIKOT0JIb, HEKOTOPBIC
JIEKapCTBECHHBIE MPENaparhl U AP.BEIIECTBA)

¢+ buoaornyeckue (pakTopbl (BUPYChI OCIIHI,
BETPSIHOM OCIIbI, SITUIEMHUYECKOTO MApOTHUTA,
IPUIIIA, KOPH, TeaTUTa v JIp.)




lIpohunaxmuxa HaciedcmeeHHblLx
3a60/1e8aHUL

¢ I eHeTHUYECKASI KOHCYJIbTAIIUAA.
¢ TecT Ha reTEepPoO3UrOTHOCTH

¢ IlpenarajbHbIN (JOPOIOBbIN)
JIMATHO3.

+ UckiarouyeHne poacTBeHHBIX
OpakoB



JleueHnue

Jluerorepanus

[Iprem cnenuanbHbIX
[penaparoB

HckitroueHue
HEKOTOPHIX JIEKAPCTB
(0apOUTYyparoB,
CyJib(paHUIaMUI0B U
1p.)

XUPYPruvyeckoe
JICYCHHUE




