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HACHEI[CTBEHHI)IE 3ABOJIEBAHUA U UX
KIIACCUDOUKALIA

HacnencrBennnie 3a00iieBaHUSA — 3a00JI€BaHU,
BO3HHMKHOBEHHUE U PA3BUTHUE KOTOPHIX CBA3AHO C
pa3IUuYHbIMU Je(EKTaMU U HApYIICHUSIMHU B
HACJIEJICTBEHHOM armapare KJIeTokK. B ocHoBe
HACJIEICTBEHHBIX 3a00JI€BaHUI J€KaT MyTallUU:
XPOMOCOMHEBIE, T€HHbIC 1 MUTOXOHIPUAJILHBIC.

Briaensror:
[ eHHBIE OONE3HH.
XPpOMOCOMHBIE OOJIEC3HM.
MynbTrudakTopuaibHbIe 00JIC3HH.

bosie3Hu TeHETUYECKO HECOBMECTUMOCTU MATepH U
[J10714.



FEHHBIE, XPOMOCOMHBIE BOJIE3HA

[ eHHBIC 00JIE3HU — 3a00I€BaHUsI, OOYCIIOBICHHBIC
T€HHBIMHU MYTaILIUSIMU.

['eHHBIC 00JI€3HU I10 TUIY HACJIEAOBAHUS MOAPA3ACISIOT
Ha:

AyTOCOMHO-TOMWHAHTHbBIE
AyTOCOMHO-PELIECCUBHBIE
ClierieHHbBIE C TTOJIOM

[IppuMepaMu reHHBIX 3a00JICBAHUM SIBJISIFOTCS:
TAJIBTOHU3M, (DEHUJIKETOHYPHS, MYKOBUCILIUTO3,
reMO(HIHA.



XpomocoMHbIe 00JIe3HH — 3a00JIeBaHNs, 00YCIOBICHHBIE XPOMOCOMHBIMU U
T€HOMHBIMU MYTAlSIMU.

Yame Bcero J0au ¢ XpOMOCOMHBIMU OOJIE3HSIMA UMEIOT BPOXKICHHBIE TOPOKHU
pPa3BUTHUSI, 3aMEJJICHHBIN POCT, HAPYILICHUS] B pa00TEe HEPBHOW U IHIOKPHUHHOMN
CUCTEM.

[IpuMepbl XpOMOCOMHBIX OOJIE3HEH:

Cungpom Jlayna

Cunapowm IllepmeBckoro-TepHepa

Cunapom Knaitndensrepa

benokposue

> Lo o=

CuHapom KnanHdenbtepa (1)
cuHapom TepHepa-Lepewesckoro (2)




M VIIBTU®AKTOPUAJILHBIE BOJIE3HU

MynbsTudakTopraibHbeIe 3a00JIEBAaHUS — 3TO
3a00JI€BaHUS, BO3HUKAIOIINUE MMPU HEOIAropUsTHOM
COYCTaHMU psijia PAKTOPOB: FTEHETUYECCKUX OCOOCHHOCTSIX
(reHEeTUYECKOM IIPEAPACIIONOKEHHOCTH) M BIUSHHS

OKPY KaIOIIEH Cpelibl - BPEIHBIX MPUBBIYEK, 0Opa3a
KU3HU, TPOPECCUOHAIBHON JICATEILHOCTH U JPYTHUX.

K Takum 3a001€BaHUSIM OTHOCST:

SI3BE€HHAs 00JI€3Hb, TYOSPKYJIE3,ICOpHA3,
TUIIEPTOHUYECKAs 00JIE3Hb, DK3EMA.



NAMIBTHORARTOPIHAJIBHBIE BOTESHIT

Cy»XeHHbIR NPUBPATHAK
Menyaxka

Bpoaae nubiil nn1opocTedos




boJE3HN C HETPAJIUIITMOHHbLIM TUIIOM
HACJIEJOBAHUM A

K 001e3HsIM ¢ HETpaJULIMOHHBIM THUIIOM HACJIe0OBaHMS
OTHOCSIT MUTOXOHJIpHaJbHbIE 00J€3HU U 00JIE3HU
MMIIPUHTHUHTIA.

MuToxoHaApHUaIbHBIE O0JIE3HU — HACIICACTBCHHBIC
3a00JIEBaHUsI, KOTOPbIEC MEPEAAOTCS TOJBKO OT MaTepH,
IPpUYMHAMU KOTOPBIX MOTYT OBITh:

ToukoBbie myTannu MT/IHK, nnpuBoasinue K 3ameHe
KOHCEPBAaTUBHBIX AMHUHOKHCIOT B COOCTBEHHBIX O€JIKax
MUTOXOHIPHH.

Mytanuu B renax T-PHK

I[GJICI_II/II/I U OYIUIMKAIIUU YHACTKOB MUTOXOHAPHUAJIbHBIX
I'CHOB.

Cumxkenue yncia konuit MT/IHK (MadanTuibHaAS
JbIXaTelIibHas HeI0CTaTOYHOCTh U CUHIAPOM MOJIOYHOTO
alng03a)



MuTtoxoHapHuanbHbIe 3a00JI€BAHUA:
HACJIEJACTBEHHAs aTpodus 3pUTEIbHBIX
HepBoB JleOepa, cuaapom NARP
(HeliponaTHsi, aTaKCHsl, IMTMEHTHBIN
petunmt), -cuaapom MERRF
(MUOKJIOHYCOIMJICTICHS ¢ "pBaHBIMU"
KpPaCHBIMHM BOJIOKHAMH B CKEJIETHBIX
MbImax), -cuaapom MELAS
(MUTOXOHpHAJIbHAS SHIIC(aTOMUOIIATHS,
naKTaT-anuao3), -cuaapoM Kepuca-Cetipa
(MMTMEHTHBIA PETUHUT, HAPYXKHAS
odTanpMorierus, 0Jokaaa cepaia, mros,
MO3KCUKOBBIN CHHJIPOM), CHHIPOM
[TupcoHa (rmopakeHue KOCTHOTO MO3Ta,
naHKpeaTu4yeckasi U e4eHOYHasl

IUCHYHKIIVH)

MopanoK HacnNeAoOBaHMA ‘

M1 IHK
MY MURHE HOCHT & el
MaTevoayo miAHK,
HO TOCHED WEHUH
[Nl B a0V
T

KPacHbIA

HOCHTENL



cntnuto%
SWA WECET
QDIREHATORS

[ €eHOMHBIV UMIIPUHTUHT —
SMUTCHETUYECKUI TIPOLECC, IPHU
KOTOPOM JKCIIPECCHUS OIPENECTEHHBIX
T€HOB OCYILIECTBIISAECTCS B
3aBUCUMOCTHU OT TOT'O, OT KaKOTO
pOAUTEIIS NOCTYIIUIIA AJUIEIIH.
HacnenoBanue npusHaKkos,
ONPENIECIAEMBIX UMIIPUHTUPYEMBIMHU
T€HaMH, IPOUCXOJUT HE T10
Mennento. IMOpuHTUHT
OCYILIECTBJISETCS TTOCPEICTBOM
metunupoBanus JJHK B
IIPOMOTOPAX, B PE3YJILTATE YETO
TPAHCKPUIILUS reHa OJIOKUPYETCH.
OOBIYHO UMIIPUHTHUPYEMBIE TCHBI
00pa3yIoT KJIaCTEpPhl B TCHOME.




SUNKEN NASAL BRIDGE

PUFFINESS ARCUND
THE EYES

CAN STILL SEE THE
EPICANTHAL FOLD
(EYE LID)

BLUE EYES VWATH
A STARRY PATTERN

LONG UPPER LIP LENGTH
(PHILTRUM)

SMALL AND WIDELY
SPACED TEETH

WIDE MOUTH
(EAR TO EAR SMILE)

PROMINENT
LOWER LIP

SMALL CHIN

.

1)Bnanas
nepeHocuua
2)NpunyxnocTb rnas
3)MOXKHO yBUAETL
3NUKAHTaNbHYIO
CKNaaky
4)fonybble rnasa
S)ONvHHBIV rybHOM
»»enobok
6)lWnpoku
poT(Yneibka oo
ylwiewn)
7)Bbilaatouwianca
HUXKHAA ryba
8)ManeHbKu
noabopoaok

Cunapom AHrenapMana. Jleaernuys JIMHHOIO miedya 19
XpPOMOCOMBI (II0 MATEPUHCKON XPOMOCOME): -IIPUCTYIIBI
HEKOHTPOJIHUPYEMOI'O CMEXA, -PE3KUE CYAOPOKHBIE
IBWKCHHUS PYK, -HEOOBIYHAS MOXOJIKA, -XJIONAHbE B J1a0IIH
U crienuduyeckas rpuMaca, -4acTo€ BEICOBBIBAHHUE S3bIKA,-
pEIKHE 3yObl, 3aJIEPKKa YMCTBEHHOI'O U MOTOPHOTO
Pa3BUTHS, HAPACTAECT TSIAKECTh HEBPOJIOTUYECKOU

CUMIITOMATHUKM!.



CuHapombl AHTeIbMaHa U
IIpanepa-Buiu- [lenenus
JUTMHHOTO Tu1eya 15
XPOMOCOMEI (IT0 OTIIOBCKOM
XpPOMOCOME): -MBbIIIICUHAS

I'niioToHuda, -rurioroHaansm, -

OJKUPEHHUE, -YMCTBEHHAs
OTCTaJIOCTh, -YMEHBIIICHHBIE
pa3Mepbl KUCTEU U CTOI U
MHO>XECTBEHHBIC TTPU3HAKU
nucMopdoreHesa
(momuxouedanus,
TUIIEPTEIIOPU3M, SIIMKAHT,
MUHIAJIEBUIHBIN pa3pes
[J1a3HBIX IIEJIEH, BEICOKOE
He00).

Cunppom lNMpagepa-Bunnu
(Mukponeneuun 15q11-q12)

YmcreeHHan oTcTanocTb

BuipaxKeHHan runoTOHMA NPY POXKAEHWIN
W BNOCNEeACTBUN

Oupexue

MinoroHagusm

ManeHbKue KUCTH 1 CTonbl




BPOXXAEHHBIE [TOPOKU PA3BUTHS (TEPATOI'EHE3)

TeparoreHes - BOSHUKHOBEHHUE TIOPOKOB PA3BUTHS MO BIUSIHAEM
¢dakTOpOB BHEIIHEH cpenbl (TEpaTOreHHBIX ()aKTOPOB) HIIH B
pe3yJbTaTe HACIEACTBEHHBIX OOJIE3HEM.

DaKTOpHI:

-(bm3nueckue: (paguanus, BICOKas TEMIIepaTypa),
-XUMHYEeCKHE (XUMHUYECKUE COCAUHCHU),

-Onoornueckue (BUPyChl, MPOCTEHIIINE) .

MexaHu3m TepATOreHe3a CBI3aH C MPSIMbIM ITOBPEXKICHUEM
KJIETOK U BHYTPUKIIETOYHBIX CTPYKTYP, TEHETUYECKOTO
Marepuaia KJIETOK — XpOMOCOM, HapyIIEHUEM MeTado0In3Ma
TEPATOr€HHBIX (PAKTOPOB- MPOIECCOB, BEAYIIUX K HAPYIICHUIO
HOPMAJIbHOT'O Pa3BUTHSI BHYTPUYTPOOHOTIO IJ10/1a U
BO3HUKHOBEHHUIO MIOPOKOB PA3BUTHHS.

3abosieBanus: bynoBuaHas crona, cuHapoM JlayHa, BpOXKIESHHBIM
KPETUHW3M, BPOXKJICHHBIC ITOPOKH CEPIAa U BOTYBS MAaCTh



TepaTtoreHes




I EHOM YEJIOBEKA U COBPEMEHHBIE METO/bI

MOJIEKVJISPHOU JTUATHOCTUKU HACJHEJACTBEHHOU
[TATOJIOT VU

[€HOM — 3TO COBOKYITHOCTbH HACJIEACTBEHHOTO
Marepuaia, 3aKJIF0YCHHOr0 B KJIE€TKE OopraHuima. [ enom
COJIEP>KUT OMOJIOTUYECKYIO MH(POPMAIIHIO,
HEOOXOIMMYIO 151 IOCTPOCHUS U MOJJIeP KaHUS

OpraHuni3Ma. BOIBIIMHCTBO T'€HOMOB ITIOCTPOCHBI U3
JIHK.

B rpynny MeTO10B MOJIEKYJIAPHOW AUATHOCTUKH BXOJIST
Mmetoabl JIHK-auarsoctuku. C uX NOMOIIBI0 MOKHO
u3ydarb CTPYKTypy ydacTkoB JIHK-rena wim yyacrtka
XPOMOCOMBI, TUArHOCTHPOBATh MHOTHE 3a00ICBaHU.
OCHOBa METOJIa — HAYYHBIE JAHHBIEC O CTPOCHUH
mosiekyn JIHK u PHK, renax, 3akoHOMEpHOCTSAX
HACJICIOBAHUS IIPU3HAKOB.



1 B ocHoBe ananmu3za /IHK nexxar nBa MomeHTA:

1.

ITocaenoBarenbHOCTH, aMMHOKHCIOT B JIHK Kaxxgoro
YyeJI0BeKa MHIMBUIYaIbHA (KpOME OHOSHMIICBBIX
OJIM3HELOB U KIOHOB);

Bo Bcex comarnueckux kierkax opranusma JIHK
COBEPIIECHHO OAVWHAKOBA.




Hpsamasa JHK-anarnocruka
[IpumeHnseTcs, KOria U3BECTEH T'EH,
OTBETCTBECHHBIN 32 BOSHUKHOBEHHUE
HACJICACTBEHHOTO 3a00JIeBaHUs, U
OCHOBHBIE THUIBI €0 MyTallMil. ITO
BEICOKOTOUHBIH MeTox (100%).
Hcnone3yercs npu Takux
3a00J1€BaHMIX, KAK MYKOBHUCIUIO03,
(EeHUIKETOHYpHS, XOpest
I'enTuHITOHA M OP.

Opun u3 metonos JJHK-
nuarHoctuku — [11P —
OJIMMEpa3Hasl LEeHasl peaKIus.
[To3BosisieT 0OHAPYKUTH U
MHOTOKPATHO KOMMUPOBAaTh
(aMILIM(UIUPOBATh) KOPOTKHE
yuactku JTHK. Meton xak Obl
UMHUTHUPYET HA ONPEICIICHHOM
Y4YaCTKE I'€Ha €CTECTBEHHBIN
npouecc pernkanuu JIHK. Jlns
MPOBEJCHUS] PEAKIIMU HY>KHO TOYHO
3HATh HYKJICOTUIHYIO
MOCIIEIOBATEIIBHOCTD 3TOTO
¢bparmenta JTHK.

KocBennasi IHK-nuarnocruka
Hcnonws3yercs ajisi TMarHOCTUKA
TaKUX HACJIEJICTBEHHBIX OOJIE3HEH,
I'€H KOTOPBIX JIMOO HEU3BECTEH,
IM00 HAXOJIUTCS Ha OIpPEICICHHOM
Y3KOM Y4aCTKE OIPEICICHHON
XPOMOCOMBI, HO TUITHYHBIC
MaTOJIOTMYSCKUE U3MEHEHUS IS
HEro €lIe HE YCTaHOBJICHBI.
®parmenTtsl JJHK 601pHOTO
CPaBHHUBAIOTCS C TAKOBBIMHU Yy €0
POJACTBEHHUKOB. METO/IbI 3TH
TPYAOEMKH, TPEOYIOT JJIUTEIIHHOTO
BpEeMEHH, goporocrosuy. s ux
MPOBEICHUS HY>KHBI HECKOJIBKO
YJIEHOB CEMbH U3 2-3 MOKOJICHUH.
HenpuMeHUMBI 1711 CTIOHTaHHBIX
cily4aeB 3a00JICBaHUS.
JI0CTOBEPHOCTh UX HUKE.
[IpenmMynecTBO — BO3MOKHOCTD
JTIMarHOCTUPOBATh MTPAKTUYECKHU BCE
HAacJIeICTBEHHBIC 3a00ICBaHNU,
BbI3BAaHHBIC U3MECHEHHUEM T'€HA.



I[PYFI/IE METO/bI MOJIEKYJISIPHOU T'EHETUKU

MeToz CEKBEHUPOBAHUSA — ONPEACIICHUE HYKJIEOTHIHOU
nnocnenoBareabHocTd JIHK. Takum METOOOM IMOJIHOCTBIO
OIIPEEIIEHA TTOCIIEA0BATEIbHOCTh HYKIICOTUIOB TEHOB
r1100KMHA, MHCYJIMHA, TOPMOHA POCTa, MPOJIAKTHHA U JIp.

Meton nony4yeHus mpaiMepoB, COOTBETCTBYIOIIUX
U3BECTHBIM T'€HaM.

Metoa rubpuan3ani HyKJIEMHOBBIX KHCIIOT.
Meton kimonuposanus JJHK.
Meton nonydyeHus pekoMOMHaHTHBIX MoJiekys JIHK.

Metoa nonydeHus: OEIKOB C HOMOIIbI0 PEKOMOMHAHTHBIX
mouiekyn JIHK.

Co3ganune OMOIMOTEKH I'eHOB — MOJIHOI0 Habopa
(KoJIJIEKITMHU) KIIOHUPpOBaHHEIX (hparmenToB JJHK,
IOJIYYEHHBIX B PE3yJbTaTe peCTpukiny TorajibHon JJHK.






Borrocshl

JlaiiTe onpeaesieHre IMIOHSATHUS HACJIEACTBEHHBIC 3a00J1eBaHusA. UTO JI€KUT B
OCHOBE HACJICACTBEHHBIX 3a00aeBanuii? (Bukropus KpacHsHckasn)

Kak kinaccuduipyroT HacieacTBeHnbie 0one3nun? (Jlama bornaHosa)
Yro mpeacTaBigioT coboit reHnbie 6one3nu. Mx npumepsi(Erop bookos)

Yro Takoe XxpoMocoMHbIe Oosie3nn? [IpuBenute mpumepbl( AJleKcaHp
Henpepiiok).

Yto npeacTaBisoT co00il MyIbTH(aKTOpHaIbHbIE 3a00JIEBAHUS, YKAKUTE
OpHYKHBI UX Bo3HMKHOBeHus ! (Exkarepuna Cepreesa)

B uem cyTh TepaToreHesa ,kakoB ero mexanusm? (Bamepus KacbsHeHKO)

Kakue meronsl JIHK nuarHoctuku BaM u3BeCTHBI!UTO MpeACcTaBIseT OO0
ITHP?( Hukons Komkuna)

OmnpenenuTe NPUIMHBI MUTOXOAPHAILHBIX Oose3He?( Biaaucnasa benoycosa)
['eHomHbIN HMIPUTUHT.(AHaTonuii CepoB)
Oxapakrepusyiite cunapom Ilpanepa-Buman u Arreiasmana.(Beiic Kaabipos)






