HACIEOCTBEHHbIX

AWATHOCTUKA
3ABONEBAHUY




OWATHOCTUKA HACNEOCTBEHHbLIX BONE3HEN OCHOBBLIBAETCSA HA
AOAHHbIX OCMOTPA U OBCJIEOOBAHUA, TEHEAJNTOTNMYECKOIO AHATIU3A,
NMAPAKITMUHUYECKUX U JIABOPATOPHO-TrEHETU4YECKUX METOLOOB.
Xo[a NOCTAHOBKU OOMKEH BbiTb ABYX3TAMHbIM:

1. ObLwee KNMHUYeckoe obcrnegoBaHNe B COOTBETCTBUE C
XapakTepoM KNMHUYECKOW KapTUHbI (aHaMHe3, OCMOTP,
BpayebHble MeToabl, nabopaTtopHble aHanmabl,
NHCTPYMEHTarnbHble NCCNeaoBaHns).

2. [lpn nogo3peHun Ha KOHKPETHYH HacnenCTBEHHYH
bonesHb HeobxoaMmMo MPOBECTU crneunann3npoBaHHoEe
ondpdepeHumansHO-AnarHocTudyeckoe  obcnegosaHme
BMECTE C BpaydoM TEHETUKOM C WCMNOMb30BaHNEM
ONarHOCTUYECKNX aTnacos, KOMMbIOTEPHbIX
ONarHOCTUYECKNX nporpamm, nabopaTopHo-
reHEeTNYECKMX METOOOB.



Ana NOCTAHOBKU OAUATHO3A HEOBXOOAUMO NMPUOEPXUBATbLCSA
CNEAQYIOWEW CXEMbl OBCIIEQOBAHMUA:

1.CylweCcTBEHHbIM MPU3HAKOM, YKa3biBAOLWMM Ha HACNeOCTBEHHYIO
naTtonoruto, SBNSETCA  HapylleHMe Te4vYeHUus OepeMeHHOCTU w
npeHaTanbHOro pasBuTUA nnoga (Mano W MHoroBoaue, Manas
NOABWXHOCTb  Nnoda, CUMMNTOMbI  MNpepbiBaHUA  OepeMeHHOCTH,
npeHagaanaﬂ rmnonnasnad — CWUHOPOM BHYTPUYTPOOHOW 3adepkKu
nnoga).

Hanbonee o4eBnOHblE MPU3HAKM HACNeACTBEHHOM naTofiormm -
BPOXAEHHbIe NOPOKKU pa3BuUTUA. BINP MmoxeT ObITb M30IMpoBaHHbIM (B
OOHOM OpraHe), CUCTEMHbIM (B npegenax OOHOWM CUCTEMbI) W
MHOXXECTBEHHbIM (B OpraHax aByx n bonee cucrtem).

BaxxHbiM anemMeHTOM ob6cnegoBaHuUsa OOSMIbHOMO C FEHETUYECKOM TOYKMU
3peHUs - SBMSeTCA aHTponomMeTpust (POCT, Macca, TENOCMoXeHue,
OfIMHA KOHEYHOCTEM U WUX YacTEW, OKPY)KHOCTb Trpyau wn 4epena,
COOTHOLLEHME carnTTarbHOro 1 nartepanbLHOro pasMepoB Yyepena). 3aTem
CPaBHMBAIOT C KOHTPOSbHbLIMU AAHHbLIMU

[Tpn ocMOTpe NaumMeHTOB Hapsay C BbiIBIEHMEM BPOXAEHHbLIX NMOPOKOB
pasBUTUS W MPOBEOEHNEM aHTPOMNOMETPUM Heobxoanmmo obpauiaTb
BHAMAHME Ha  MUKpPOAHOManNuu  pasBUTMSA, WUNN  BPOXOEHHbLIE
MopdoreHeTnveckne BapuaHTbl. OHW ABNAOTCA  Hecneunduyeckumu
npusHakamm aM6puUoHasibHo20 ducmMopgho2eHesa.



NMPU3HAKU NPE- N MOCTHATAIIbHOIO AUCMOP®OIEHE3A

KO)>Xa: aHIMOMbI, TeNeaHrMaKTasumn, MIMrMeHTHbIe
NATHA, BECHYLLKW TEMHbIE, AEeNUrMeHTauums,
nmMnombl, dbpPOMbI, BEHO3HAA CETb, KENOUOHbIE
pyOLbl, UXTNO3, HApPYyLUEHNE NOTOOTAENEHMS

Ho2mu: WWPOKNE, KOPOTKNE, BOTHYTbIE,
auctpodma, guctpodumsa, runonnasuns, annasmg.

80J10ChbI. CyXue, peakue, LUepPCTUCTLIE,
anoneuns (TotanbHas, rHesgHas), cegasi Npsab
Hag NboM, MbIC BOOBbI, HU3KUI POCT Ha Nnody u
UM Ha LIew.

MOoOKO)XHasi XKupoeasi KJiem4Yamka.
N30bITOYHOE OTNOXEHUE, YMEHbLUEHHOE
KOJIM4eCTBO, JINNMOMBbI

MbIWYbI: TMnepTpodua, runotpodud, annasmg

yeper. MuKkpoLedanus, makpouedanus,
rmgpouedanus. gonuxouedanusa, KOCTHble
BbICTYNbI, BbICTYNaoWmMn nob, NrI0CKNM 3aTbIfNOK




YWHbIE PaKOBUHbLI. MWKPOTUSI, MakpoTusi, [OedopMmnpoBaHHbIE.
HN3KOMOCAXXEHHbIE, OTKITOHEHHbIE Ha3am, Cria)XeHHbIe YLUKM.

obnacmb 2ana3. cTpabuam (Kocornasme), MOHronouAaHbI paspes,
aHTUMOHrononaHbln  paspes, konoboma pagyXkm, MUONUS, NTO3,
KOpOTKasi rnasHasi wWenb, reTepoxpomMma pagyxku, ronybble CcKrepsbl,
9NUKaHT — AOonofiHUTENbHas cKrnagoyka y BHYTPEHHEro yrra rnasa,
NpUKpbIBatoLLasi CnesHblin OYropok.

Jluyo: nnockoe, Kpyrnoe, TpeyroribHoe, BbITAHYTOE, C rpybbiMn YepTamu.

Hoc. cepnoBugHasa nepeHocuua, LWMPOKaa nrfockasa rnepeHocuua,
KOPOTKMM HOC, OTKPbITble Bnepen HO34pu, MNNOCKMEe Kpbifibs HOCa,
KNMHOBOBUAHbLIN HOC.




lNy6b1 u pom: ANVHHBIA KOPOTKWN, MIOCKNN,
rnyboknin, TONCTbIE NN TOHKKE ry6bl,
MHOXECTBEHHbIE y3aeukun ryb, kopoTkas ysgedka
A3blKa.

Henrocmu: MUKPOreHnda n MmakporeHuA.

3y6bI: rnnonnasng amanu, HenpasubHas dopma,
HenpaBUNbHOE PacnonoXeHne, BPOXAEHHbIN N30bLITOK
3y00B, BPOX4EHHOE OTCYTCTBME OOHOMO UK
HEeCKOSbKO 3y60B.

HeGo: Nnockoe, BbICOKOE, apKOBUAHOE, roTuyeckoe,
pacLienneHne A3blyka

LLIest: KOPOTKas ANMHHAs, KPUBOLLIES, HU3Kas NUHUS
poCTa BOMNOC, KPbINOBUAHBLIE CKMaaKW.

I'pyOHasi knemka u NO380OHOYHUK:
BOPOHKOOOpa3Hasi, KunesuaHas, AoONONHNTENbHbIE
COCKW, CKOMMo3, kKndoa, nopaos, nupammaanbHas
sAIMKa.

KoHeyHOCmMu u cycmaesbl. yKOpoyYeHHble Nnu
yanunHeHHoe, X n O obpasHble nepepasrnbaHme
CyCTaBOB, NONUAAKTUNUSA, KNMMHOAAKTUNUS, LUMPOKUNA
nepBbIi Nanew,. rmnonsasnsa Nepeoro nanbLa,
YKOPOUY€EHNE OTAENbHbIX NanbLeB. NonepevHas
nagoHHasa cknagka. ogHa cknagka Ha NaToM nanbue,
MNNOCKOCTOMNME. KOCONanocTb, Nofnasi CTona, KOHCKas
cTona.

Moyernosioeasi cucmema: KpUnTopxmsm, rmnocnagns
(MoveuncnyckaTenbHbIN KaHan HaxoauTbCsl He Ha
FONOBKE U BHU3Y, Aa)Ke MOXET OblTb HA MOLLIOHKE MK
B NMPOMEXHOCTW) LLaneBmnaHas MOLLIOHKA,
YBEMWUYEHHbIV KNUTOP.




JITabopaTtopHaa anarHocTuKa HacneacTBeHHbIX 6one3Hen
MOXeT ObITb HanpaBrieHa Ha naeHTuduKaumro
OAHOW U3 TPeX CTYrNeHeMn:

[lepad cTyneHb - amuosiocusi 6o0sie3HU, TO €eCTb
XapakTepUCTUKa reHoTuna, a TOYHee BbIABIIEHWE KOHKPETHOM
MyTaumm y obcnenyemoro 4yenoseka. OTO MOryT OblTb FEeHHble,
XPOMOCOMHbIE WIIN TEHOMHblE MyTauun. [eHHble MyTauun
BbIABIIAOTCS MONEKYNAPHO-bMonorndeckumm MeTogamu,
XPOMOCOMHbIE U FEHOMHbIE - UMTOrEHETUYECKUMMN.

Btopass cTyneHb - @ebisiesleHUe nepeuyHo20 rMpPoodyKma
namoJio2u4eckKko20 2eHa. [nsa ero peructpauun MNPUMEHSIIOT
TOYHblE Bruoxmmmyeckume, MMMYHOMOrnYecKme unu
MMMYHOEPMEHTHbIE METOAbI.

TpeTbs CTYNEHb - peaucmpauyusi crneyugu4vyeckux
Memabosiumoe usMeHeHHo020 obMeHa, KOTopble BO3HUKAKOT B
npouecce peanu3aumm MYTaHTHOrO MEPBUYHOrO NpoayKTa WUnu
ero OTCYTCTBME. DTa CTyNeHb BbINOMHAETCA Ha YPOBHE KIETOK
U XUOKocTen (KpPOBb, CEKPET, Mo4a) C MCNONb30BaHUEM
BUNOXUMUNYECKUX, WUMMYHOSIOTUYECKMX W LUUNTOKUHETUYECKMX
MEeTOOO0B.



METOAbLI ANA ANATHOCTUKU HACNEACTBEHHbIX
3ABOJIEBAHUN.

LiuToreHeTMYeckui
MeTOZ, 0CHOBaH Ha
MUKPOCKOMMYECKOM
M3yYeHUN XPOMOCOM
B K/IeTKax YesoBeka.
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UUTOFEHETUYECKWUIA M

® UuToreHeTMyeckumn metoa
MCMOJIb3YIOT A5 U3YYEHMS
XPOMOCOM, a TaKXe Mnpu

ANAlrHOCTUKE HaC/1e4CTBEHHDbIX

3a60/1€BaHMM, CBA3AHHbIX C
reHOMHbIMU U XPOMOCOMHbIMU
MyTaunaMu. Kpome T1oro, 3ToT
MEeTOoA NPUMEHSAIOT NpuU
nccnea0BaHUM MyTareHHoro
AEUCTBUA Pa3/IMYHBIX
XMMHUYECKUX BELLEeCTB,
necTMumMaoB, MHCEKTULUIOB,
JIeKapCTBEHHbIX NpenapaToB U
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IIpsiMble MeTOAbLI UTOreHEeTHUKHU (MeTond Oe3
KYJIBTUBUPOBAHMSI)  IIO3BOJISIIOT  MPOBOAUTH
XPOMOCOMHBIM aHAJIU3 KJIETOK OIyXOJeu , B
OCHOBHOM  HCHOJB3YIOT  JJId  W3y4YCHHS
KOCTHOTO MoO3ra IoCje MyHKIuU. Marepuan
MOMEIIAIOT B MUTATEIbHYIO Cpeay, J00aBIISIIOT
KOJIXUIMH ()11 OCTAaHOBKM JACJICHHUS KIIETOK)
MHKYOupyror 2-3 yaca npu 37 ° C, a 3arem
TOTOBST IIpenapaTbl XPOMOCOM.

[T TRTEY
nunnumEm|
luogpn uu

nu oy

1-2 MN BEHOSHOM KPOBW Kapsotun Okpawwmeatue

Pacnpegenexite KneTok \(
Ha NPEAMETHOM CTeKne
NyTeM pacKanblBaHus g
Jlo6agneHue +
B cpeay DUKcaLUA KNeToK

l LlenTpudpyruporanue

4

[obagneHue UeHTpUchy- wnoToHu3auma
—> KOMXMUMHA == Cobanie CONeBbIM
Ha 2-34 " PAcTBOpOM

WHkyGaiua
B TeYSHHG
2-3 nHen
npu 37 °C

HenpsiMble MeTOIBI HUTOTCHETUKHU — CBA3aHbI C KYJIbTUBUPOBAHUEM
KJIETOK. [IpoBOIST aHAIM3 XPOMOCOM JIMM(POIUTOB NEpUPEPUIECKOU
KPOBH Y€JIOBEKA, B3ITOU MPU MYHKIIMU JIOKTEBOW BEHBI, B KOJIUYECTBE
1,0 Mmn. KpoBp mnomemaror B nOuUTareiabHyro cpeany ¢ DIA
(puTOremMarrItoTUHUHA), CTUMYJIUPYIOIIETO MUTOTHYECKOE JICJICHUE
maMmouuToB. Jlamee KylbTypa TMOMEMIAETCS B TEPMOCTarT W
KyJIbTUBUpYyeTCs 48-72 yaca. 3a 2 yaca BBOJUTCS KOJIXMUIIMH U 3aT€M
MPOUCXOJIUT TPUTOTOBJIIEHHE IpenapaTtoB xpomMocoM. CyliecTBYIOT
HECKOJILKO BHJIOB OKpacKd MPENnaparoB XpPOMOCOM: a3yp-303HH,
kpacurenb I'mm3a (G-okpacka) m (IIIOOPSCHHUPYIOMHMN KPAaCUTEb
aKpUXHUH WK aKkpuxuH-UpHT (Q-0Kpacka).



[IpenapaTbl XpOMOCOM MOYHO TOJIy4aTh TAKKE U3 KIIETOK BOPCUH
XOpHUOHA, TUIAIEHTHI, ITYIIOBUHHON KPOBHU, AMHHUOTHYECKOM KUJIKOCTH,
AMOPHOHAJIBHBIX OPTaHOB [IJI1 MPEHATAJILHOM TMATHOCTHKH
HACJICICTBEHHBIX 3a00JICBaHUH .

. —— Ultrasound transducer
3 ! vaginal speculum CIEESGH » !

Catheter J— probu Ts /:f

B3siTue OMonTara XopuoHa AMHHOIIEHTE3

Fetal
blood \ |
4 ',\

Ultrasound
transducer

Fetus

B3siTve MyNOBMHHOI KPOBH




FISH-meTon mam in Situ - MOJICKYISIPHBIA METO/I
(uIroopeciieHTHOM  ruOpuaAu3aluu,  KOTOPbIN
HEJIABHO TMOSIBUWICA B AapCeHaje IHUTOTCHETUKMU.
OcHoBaH Ha 00pabOTKe mMOpernapaToB XPOMOCOM
crenu@uIecKum JIHK-30H10M, KOTOPbIN
IPUCOEAUHAECTCA K MCCIEAYEMOM XPOMOCOME, M
ocie 00padoTKe CIIEIHaJIbHBIMU
(IIOOPECIIEHTHBIMU  KpPacUTEJISIMU  IIpenapar
UCCIICTYIOT TTOJ, (PIIF0OOPECIEHTHBIM MHUKPOCKOIIOM.
C nmoMOIIBI0 JAHHOTO METOJIAa MOXKHO OMPENCIUTH
HE TOJIBKO JIOKAJIM3ALMIO T€HA HO U pacIIu(poBaTh
CJIOXKHBIE IIEPECTPOUKHU XPOMOCOM. B
OHKOLIMTOT€HETUKE UCIIOJIB3YIOT METO/T
CPABHMTEJbLHON TE€HOMHOM THMOPUAU3ALNH,
oCHOBaHHbIM Ha rudpuanzamuu JJHK namuenta c
KOHTPOJIbHBIMU TIpEIaparaMmu XpoMocom. /[aHHbIN
METON MOXHO BbIABUTH yuacTku JIHK ¢
NENCHUAMA U OYIUIAKAIUAMA., COCTAaBUTh KapThl
T'€HOB, BOBJICYEHHBIX B OMYyXOJIEBbIMA MPOIECC.

— {9 20

==
(R

mliu o § o

13 11 1 1 1 1

86 (1] [ @



[ 3anucho Kapuomuna uejioseKa ]

Habop
NONoOBbIX N3meHeHuUA YyacTtBywoLwjue
XpOMOCOM XpOMOCOM PEernoHbl

A A

— ( \ { \
46, XY, t(9:22) (q34:q11)
- N —— _

OOwee PacwudpoBka aHomanum

YNCJ10 XPOMOCOM

t — TpaHcnokauus, q — ANWHHOE MIe4Yo XPOMOCOMbI,

P — KOPOTKOE MNSie4o XpOMOCOMbI



IToxo3peHune HA XPOMOCOMHYI0
00J1e3Hb N0 KJIMHUYECKON

CnonTannbie a00pPTHI, CHMIITOMATHKE Haauuune y pedenka
MEPTBOPOXKACHUSA BPOKIEHHBIX
NMOPOKOB Pa3BUTHUSA
IpenarajabHast
TUATHOCTHKA
n CymecTBeHHast
OKa3aHUH K ITUTO 3aJlepP’KKa YMCTBEH-
reHeTHYeCKUM MeToaaM
e e HOro U (PpM3HYECKOIO0

pa3BUTHS y pe0eHKAa

IToxo3peHuss HA CHHAPOMBI,
XapaKTePHU3y0IIHecs Ouenka MyTareHHbIX
XPOMOCOMHOI HeCTAOMJIbHOCTbIO BO31eHCTBHIi (PaJHALIHOHHBIX,
XHUMHUYECKHX)

Hapyuienue penpoayKTuBHOU
(PYHKUMH Yy KEHINNH U MYKYMH




BUOXUMHUYECKUU METO/

bruoXuMHUYECKHUT METOJ MCHOJIBL3YETCS MJIsi OOHapyKEHUS
HACJIEICTBEHHBIX Ae(peKTOB MeTabonu3Ma. Koneunas neiap —
BBISIBIICHUE TEPBUYHBIX IMPOAYKTOB JCHUCTBHUS MYTaHTHBIX
T'CHOB.

[Ilpy OMOXMMHMYECKONW JHAarHOCTUKE HCHOJB3YIOT  Kak
KJIACCUYECKUE METOAbl - 3JeKTpodopes, xpomarorpadus,
CIIEKTPOCKOITHS, TaK U COBPEMEHHBIE BHICOKOTOYHBIE — MacCC-
CIICKTPOMETPHUS, MAarHUTHO-PE30HAHCHAsl CIEKTPOMETpPHS,
OOMOapIMPOBKA OBICTPHIMHA HEUTPOHAMH.

«O0bekTaMn»y OHOXUMHYECKON JIMATHOCTUKU  SBJIAIOTCS
OMOJIOTMYECKHE KUAKOCTH: MOYa, MOT, IUIa3Ma U ChIBOPOTKA
KpPOBH, 3PUTPOLIUTHI, JEMKOLUMUTHI, KyJbTypa (puOpo0IacTOB,
JTUMQOITUTOB.



MaccoBblie npocenBarIe NPorpaMmabl
OMOXUMUYECKOU TUATHOCTUKHU

MaccoBbie CKPMHHUHI  HOBOPOXKIECHHbIX r

AeTHIIEK MPOBOAAT HAa O HACJEACTBEHHbIX
3200J1ICBAHUM! (peHyJIKEeTOHYPHUIO,
BPOKICHHbIA  TUIIOTEPUO3, BPOKICHHYIO
THINOIVIA3UI0 HAAMOYEYHUKOB, MYKOBH CIIE103,
rajakrodemuio (mpukaz M3Nel85 or 22
mapta 20006r).

MaccoBblii CKPUHUHI B3POCJIOT0 HACEJICHUA
OPraHU30BaHbl I  BbIABJICHUA  TeX
0oJie3HEH, KOTOpbIe PaCHPOCTPAHECHbI B
ompenejieHHbIX nonyasuusax. Hampumep,
cpenu eBpeeB-allIKeHA3H oTMevaercs
BbICOKAsI 4YacTOTa THXKEJI0ro 3a00/1eBaHUA
Tess-Cakca, Ha Kunipe u B UTanuu ¢ BLICOKOH
YacTOTOM BCTPEYAETCH THAkKeI0e 3a00/1eBaHUe
KPOBH — TaJIaCCEMUHI.
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CejieKTUBHBIE JUATHOCTUYECKHUE NPOrPaMMbI

[IpenycmarpuBaroT

IMPOBEPKY  OMOXMMHYECKHUX
aHoMaJIMii oOmeHa (Moua,
KpOBb) Yy TIAI[UCHTOB, Y

KOTOPBIX IOI03PEBAIOTCS
T'C€HHBIC HACJIEICTBEHHBIC
3a00JIEBAHUS.

IHoxka3anua 11
IPUMEHEHHUS
OMOXMMHYECKUX METOJIOB Y
HOBOPOXKJICHHBIX SIBIISIFOTCSI
TaKHe CUMIITOMEL, KaK
cyoopozu, Koma, peoma,
2UNOMOHUSA, dHceTmyxXd,
cneyuguueckuil 3anax
Mouu u noma, auuoo3,
OCHMAHOBKA pocma.

IIpuMep celeKTUBHOIO CKPUHHUHIA:
llepesovlii sman - BKIIOYAET Ka4eCTBEHHBIN
1 KOJIMYECCTBCHHBIM aHAIN3 MOYHU U KPOBH
(14 TectoB) Ha OeIOK, HA KETOKUCIIOTHI, Ha
[IUCTUH, TOMOIIUCTHH, KPEaTHHUH U .
Bmopoti sman — oCHOBaH Ha METOIax
XxpoMmarorpauyi MOYM M KpOBH. OTa
mporpamMma 103BOJsI€T  BbIIBUTH 140
HACJICACTBEHHBIX 3a0o0JieBaHUl OOMEHa
BEIIECTB Yy JE€TeH M3  CICAYIOIIHNX
OCHOBHBIX KJIACCOB. aMHHOAIMIOIATHH,
JIN30COMHEIE 0oe3Hw, 0o0e3HA
yIJIEBOAHOIO OOMeHa, OoJie3HH OOMEHa
METaJIoB, OOJIC3HW  IMYPUHOBOIO M
TUPUMUAIHHOBOTO oOMeHa BCIIECTB,
HACJICACTBEHHBIE OOJIE3HH KEIYI0YHO-
KHIIICIYHOTO TpaKTa, MHUTOXOHIpHAILHBIC
00JIe3HH.



MoJieKyJIsIpHO-TeHeTHYE€CKHE METO/bI.

Metoanl JHK JHATHOCTHKH MO3BOJISIIOT e

g P
OCYIIECTBJATL TOYHYI0 M, 4YTO O4YEHbL BaKHO, 6:299
MOKTHHUYECKYI0 THATHOCTHKY MHOI'MX 3200/I€BaHMH, e,

IPOBOANTH PAHHIOI IMPEHATAJIbHYI (J0POAOBYIO)
AMATHOCTUKY HACJEeACTBEHHBIX 3a00J1eBAaHMU. IJTO
MOA4YAC ABJSETCS PElIAOIIUM JJIsi PelIeHUusI BONPOCca
0 Cy1b0e KOHKPETHOU OepeMEeHHOCTH.

B ocnoBe anammsza JIHK mexar aBe

XaPaAKTEePUCTUKH:

1. IocaexoBaresbHocTh cocTtaBiasiiomnx JHK nykiaeornaon
HMeeT MHAMBHAYAJbHbIE OCOOCHHOCTH Y KAaKIOIO
OT/AEJBHOIO0 4YeJIOBeKAa, KpPOMe OJHOSHIOBBIX OJHM3HELOB
WM KJIOHHPOBAHHBIX OPraHU3MOB

2. Y KaKIOro 4YejioBeKa BO BCeX COMATHYECKHMX KJeTKax
crpykrypa IHK coBepiieHHO ofUHAKOBA.

O T ciitii®:

Marepuanom i JHK-gmarHocTMKM SIBJISIOTCH JIO0ObIe KJIETKH
OpPraHu3Ma, coaep:xamme siApo: JedKOUUThI NnepupepuyecKo KpoBH,
OMONTATHI MBI, KJIETKU 3MUTEJIUS MOJOCTH PTa, OMONTATHI XOPHOHA,
IVIAECHTbI, KJIETKH AaMHHOTHYECKON  JKUIAKOCTH, JUMPOUUTHI
nynoBuHHOM kpoBu (Ha 10-21 wHemenu OepeMeHHOCTH TIpPH
NMPEeHATAJbHON IMATHOCTUKE) .



Ipamasa JIHK-aiuarsocruka

JlaHHass IMArHOCTHKA IIPEIIOJIAracT HEMOCPEICTBEHHOE BBISBICHUE MYTAllUU B
uccienyemMom reHe. B Hactosiiee Bpemsi OONBIIMHCTBO MpoTokosnoB mpsmout JIHK-
JUArHOCTUKHU Oa3UPyETCs HA OTUMEPA3HOU YEeNnHOIl PeaKuuu.

Meton ITIIP 3akirouaeTcs B IUKJIMYECKOM CHHTE3€ IN VItr0 cTporo 3aJaHHBIX,
orpannueHHbIX yuyacTkoB JIHK. OTo nmo3Bossier B TeueHuu 3-S5 4acOB MOJIYUYUTh OIPOMHOE
YUCJIO KONMKA MCKYCCTBEHHO CHHTE3UPOBAHHBIX MOJIEKYJI HY>KHOW MOCIIEIOBATEIBHOCTH.
[lo cyrtu, meron IIIJP kak Obl «UMUTHPYET» Ha OrPAHUYCHHOM Y4YacTKE TEHa
€CTECTBEHHBIU nporecc perumkanuu JJHK.

3arem IIPOUCXOIUT VICCJIEIOBAaHUE KOHKPETHBIX 0COOEHHOCTEN
aMITM(PUIIMPOBAHHOIO y4acTKa reHa. Hanmpumep Tak, rmpu 3a00sieBaHUSIX 00YyCIOBICHHBIX
AKCIAHCUEH TPUHYKICOTUIOB, MPOAYKTHl aMIUTU(PUKAIIUN PA3TUYAIOTCS 110 CBOEH JIJIMHE
Y, KaK CJEJICTBHE — IO MX CKOPOCTH IBWKECHUS B rejie. bimaromaps 3TOMY JTOCTHTAETCS
YETKOE IEKTPOPOPETHUECKOE pa3/ieICHHEe HOPMAJIbHBIX U MYTaHTHBIX aJICIICH.

’.’g@ I[P — monumepa3zHasl IIeIMHasi peaKIusl
}
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KocBennas IHK-auarnocruka

Henpsimast «kocBenHas» JIHK-guarHoctruka ucnosib3yercs mpu 3a00JI€BaHUAX, T€H
KOTOPBIX JOCTAaTOYHO TOYHO KAPMUPOEAH, TO €CTh JIOKAIU30BAaH B KOHKPETHOM Y3KOM
YUYaCTKE OIPEIECIEHHON XPOMOCOMBI.

Cywinocms Mmemooa 3aKIOYACTCS B AHAIN3E HACJIENOBaHUS Yy OOJBHBIX H
3I0POBBIX YJIEHOB CEMbU MOJUMOP(PHBIX F€HETUYECKHUX MapKEPOB, CIEIUICHHBIX C TEHOM
Oone3nu. B xauecTBe Takux MapkepoB BeIcTynaroT yuactku JIHK, cymecTBytomue B Bujae
aJUJICIIbHBIX BAPUAHTOB U PA3JIMYAIOIIMECS Y Pa3HbIX JIML 10 CTPYKType. biiaromaps atomy
BO3MOXXHO AU(DPEpeHIIMPOBATh MATEPUHCKOE M OTIIOBCKOE MPOUCXOXKICHUE KOHKPETHOTO
BapuaHTa mapkepa npu ananuse JJHK manuenra.

Mapxkep pacnonaraercsi B OJM30CTH OT HaTOJOTMYECKOTO Te€Ha, TO3TOMY MapKep U
reH 00JIE3HU MOCJIE KPOCCUHTOBEPA OCTAIOTCS B COCTABE OJTHOTO XPOMOCOMHOI'O CErMEHTa
U MEPENAIOTCA TOTOMCTBY KaK €IMHOE LEN0€. biiarogapst aHanu3y yaaeTcs MpOCIeIuTh B
ALY OKOJICHUN HACJIEI0BAHUE KAXKION UX POAUTEIBCKUX X-XPOMOCOM.

Ilokazanusa:

1. ans AMarHoCTUKH TeMOMHIINHU, TEMOITIOOMHOIIATHN, MUTOXOHIPHAIbHBIX
0oJie3HEH, MYKOBHCIIEN03a, (PEHUIKETOHYPHUH, MUOIIaTOUM JlfoIeHHa;

2. IS OIpeAeaeHHS IPOUCXOKICHHMS TTOMYIISIINH JIFOICH;

3. B OpakTHKE CyAcOHON MEIUITUHEI;

4. 175 onpenelIeHUs OTIIOBCTBA MIIM CTEIICHU POJICTBA;

5. I TEHETHYECKOro aHaJau3a KJIETOK KOCTHOTO MO3Ta IIPH TPaHCIIaHTAIUH,

6. nis pacuinppoBKHU reHOMA.
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