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MeToAbl N3y4eEHNA HaCeEACTBEHHOCTH
N UISMEHHUNBOCTU Y HEJTOBEKA.

DOD

[lpenopasartens: BugepHukosa E.A.



IF'EHETUKA

- HAayKa O HacJiegCtBEHHOCTU U USMEHHYNBOCTH.

3

FrEHETUKA YEJIOBEKA (AHmpornoz2eHemuka)

- HaykKa, nsyJatrwuias sBneHns HacrneacTtBeHHOCTU U U3MEHYMBOCTH
B nonynaumsax rnogen, ocobeHHOCTU HacreaoBaHUA NMPU3HaKoB B
HOPME U X U3MEHEHUS Noa AEUCTBMEM YCITOBUU OKPYXKatoLLen
cpeabl.

MEONWUNHCKAST TEHETUKA

3

pasgen reHeTUKn YenoBeka
— cucmema 3HaHuUU O poJiu 2eHemu4ecKux
gpakmopoe 8 namosio2uu Yyesioeeka
u cucmemMa memoooe dua2HOCMUKU, JieYeHUs1 U
npogusiakmuKu HacsieOcmeeHHOU rnamoJio2uu.



MEOULNHCKASA TTEHETUKA

Llenbo MeauLnHCKOM reHeTUKM ABNSeTcs paspaboTka MEeTogoB ANarHOCTUKN,
neYyeHns n npodunakTUKN HacneacTBEeHHOM NaTonorMm YenoBeka.

3agavyamMm reHeTUKn YyenoBeka C OCHOBaMU MeOULUMHCKOW FreHETUKU ABNSAKTCA:
1. OnpepeneHuve nokannsauun BCEX FrEHOB YernoBeka 1 co3gaHne nx baHka;

2. PaHHas AnarHocTmKa HacneacTBEHHOW NMaTonornm nyTem
coBepLieHCTBOBaHNA METOO0B npeHaTaanon N SKCnpecc-anarHoCTuKu,

3. Lupokoe BHeapeHne Meanko-reHeETUYECKOro KOHCYNbETUPOBAHUS;

4. Pa3paboTka METOAOB reHHOM Tepanum HacneaCTBEHHbIX 3aboneBaHui Ha
OCHOBE reHHOU UHXEHepUN.

5. BbiBNeHMe reHeTu4Yeckn onacHbix (akTopoB BHELIHeW cpeabl W
pa3paboTka METOOOB UX HENTpanu3auuu.



«Y100HbIe» reHeTnyeckue
006 BbeKTbI




YenoBeK Kak 00bLEeKT reHeTUYEeCKOro aHarim3sa

Bbunonornyeckue TPYAHOCTW.

CnoXHbIn KapuoTun (6osibLLIoe YMCNO XPOMOCOM U rpyrin
CLEnNseHnsd, pasHble B3aMMOJENCTBUA rEHOB, pa3Has
NeHEeHTPaHTHOCTb rEHOB U Mp.);

MepnneHHasi cMeHa nokoneHun (no3aHee nonoBoe
co3peBaHne 1 NpoaomkuTenbHas 6epeMeHHOCTb);

HemHoro4yncneHHoe NoToMcTBO (MOHOMIOAHAsA
bepeMEHHOCTb, OrpaHNYeHHbIV EPTUNbHLIN BO3PAacT);

Bbicokas cteneHb reTepo3mroHoCTn N PpeHoTUNnYeCKnm
nonumMopdmnam (NposiBNeHne MHOrMxX NPU3HaKoB 3aBUCUT OT
YCNOBUN OKpYXxatoLlen cpeabl);



YenoBeK Kak 00OBEKT reHeTU4YeCKoOro aHanmsa

CouunanbHO-3TUYECKNEe TPYAHOCTMU:

HeB0O3MOXXHOCTb NMpoBeAEeHNS NPSAMbIX 9KCMEPUMEHTOB Haf
YeIrOBEKOM;

HeBO3MOXHOCTb 3KCNepuMeHTanbHbIX OpakoB, B TOM Yncne
NMPUMEHEHUs1 TMbPUAONOrM4YecKoro MeToaa;

HeBO3MOXXHOCTb CO34aHNUA OQMHAKOBbLIX W CTPOro
KOHTPONMPYEMBbIX YCIOBUIM ONS1 pa3BUTUSA NOTOMKOB OT Pa3HbIX
bpakoB (06pa3s XK1U3HU, NMMTaHne u Np.);

HeMHoro4ncneHHoe noTomMcTBO (MaHUPOBaHUE CEMbMN);

MepgneHHass cMeHa NoKosieHNN (TeHOEHUMA K NOABIEHNIO OETEN
nocne 25-30 ner)

OTCyTCTBI/Ie TOYHOW pernctpaunn HacnegCcrBeHHbIX NMPM3HaAKOB,



YenoBeK Kak 00bLEeKT reHeTUYEeCKOro aHarim3sa

lNpeumyulecTBa:
Pa3HoobOpa3sne cemen No n3yvyaembiM NpmusHakawm;

CnocobHOoCTb abCTpakTHO MbICITINTb, BOCNPUHUMATbL U
nepenasaTb MHPOPMaLMIO;

Xopoliasi U3y4eHHOCTb YeroBeKka Kak bMonornyeckoro
obbekTa (Mopdhonoruyeckas, aHaToMo-pusnonornyeckas,
brnoxmmmyeckasi, UMMyHorormyeckasi, KnmHmu4eckasa v np.);

OrpomMHbIN apceHarn METOA0B U3YYEHUS TEHETUKM YenoBeKa
(3a UCKN4YeHNeEM rmopmnaonornyeckoro Metoga);
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MeToabl reHEeTUKU YeroBekKa

OCHOBHbIE: F TRT™)

[ eHeanornyeckmm metToa;
brnin3HeyoBbI METO;
LinToreHeTnyeckmn meton,; L

MeTon npeHaTanbHoOu
ONarHOCTUKU;

MeToabl MONeKynapHOU reHEeTUKU;

MopennpoBaHue HacneaCcTBEHHbIX
bone3Hewn;

MeTton rmbpunansauunm
COMAaTUYECKUX KIETOK;

[TonynaunoHHO-CTaTUCTUYECKUA
MeTof;




MeToabl reHETUKU YerioBeKa
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(OHTOreHeTn4ecKui)
MEeTOoA;

MeToa aepmaTtornudouku;

MIMMyHORorm4eckum
MeTof;

Mukpobunonornyeckum
MeToa U Np;




[ eHeanornyecknn meton

NMpeano)xeH B 1865 r. ®. NAaNnbTOHOM - OCHOBaH Ha NMOCTPOEHUN POAOC/IOBHbLIX U
MNPOCNEXNBAHUKN B psdy MOKONEHMM Nepeaaym HacneaCcTBEHHOro Npm3Haka.

MeTon no3BONSET BbIABUTD:
= gBMFETCS NN AaHHbIW NPU3HaK
HacneacTBEHHbIM (MO NPOSIBNEHUIO €ro Y
POACTBEHHUKOB);
= TUM HacnegoBaHua 3aboneBaHns
(QOMWUHAHTHbIN, PELEeCCUBHLIN,
ayTOCOMHbIN UITN CLENSIEHHbIN C MOSIOM),
= [OMO- U FeTePO3UTOTHOCTb Pa3sfNYHbIX
YI1EHOB CEMbM;
= MEHETPAHTHOCTbL reHa (4acToTa ero
NPOABIIEHNS);
= BEPOATHOCTb POXAeHUS pebeHKa C
HacneacTBEeHHOW NaTorornen
(reHETUYECKUIN PUCK).

®peHcuc NanbToH
(1822 — 1911)



STAIbI TEHEAJIOTUYECKOI'O AHAJIU3A:

COop paHHbIX O BCeX poaACTBEeHHUKaxX obcrnenyemMoro —
npob6aHaa - A0/MKHbI 6bITb COBPaHbI AaHHbIE HE MeHee YeM O
Tpex MOKOSIEHNSX POACTBEHHUKOB;

[NocTpoeHne poaoOCNOBHOMU;

AHanun3 poaocroBHOU U BbIBOAbI.
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CocTaBrieHne pogoCnOBHbIX CXEM

NpaBuna cocraBJsieHus
POAOC/IOBHOM

1. HaunHaetca ¢ npobaHaa.

2. Cnbeebl (poaHble) — aetu
O4HON poauTenbLCKOW napbl.
Pacnonaratotcs B nopsake
POXOEHUS CrneBa Harnpaso.

3. YUneHbl pooocrnoBHOM
pacnosararoTcs CTporo rno
MNOKONEHNAM B OAUH psad — Ha
OOHOW ropu3oHTanu.

4. [NokoneHnsa obo3HavarTcs
PUMCKUMU Lndopamn crnesa oT
POOOCITIOBHOU CBEPXY BHMUS3.

5. Apabckumu umdpamu
HyMepyeTCcsl MOTOMCTBO OHOIO
nokoneHna (oaunH psag) crneea
Hanpaeo.

O -XEeHLMHA O- -- -EI -BHe6Gpa4Has
CBA3b

3n0posbe
[ o OO o
On ; -npo6aHn éh C% -MOHO3UIOTHbIE

6nu13Heub

-non Hena3secTeH l—ﬁ H
0 r&) -AVU3UTrOTHbIE
-6ecnnoaHbI

61u3HeLbl
A -BbiKMAabill
6pakx

‘ -MeaMLMHCKUiA a6opT D‘TO -8HeGpayHoe

noTOMCTBO

‘ -MepTBOPOXAECHHbLIN
GonbHbIE

I:'_O -Gpak l] D -reTepo3uroTHbIe
‘ E -HOCuUTenu peuec-
CMBHOrO reHa

% ‘KpOBHOpOﬂCTBeHHHﬁ DI OI -nu4HO obcne-
Gpak . . DOBaHHble
O—D—O -NOBTOPHBI 6pak Zr @ -ymMepuue

CMMBObI, UCNOJIb3yEMble NpPU
COCTaBJIEHUN PO/OC/IOBHOMN




CocTaBrieHne pogoCnOBHbIX CXEM
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Tunbl HacnepgoBaHUSA NMPU3HAKOB Yy 4YeJ10BEKa

1. AyTOCOMHO-AOMMHAHTHbLIN TUN HacnegoBaHUSA
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BonbHbIE BCTPEYAIOTCS B KaXXAOM MOKONEHMM (BEPTUKANbHbIN XapakTep
HacnegoBaHUs ).
BoneloT B paBHOM CTEMEHU N MY>XXUMHBI, N XXEHLLWHBI.
bonbHOM pebeHok poxxaaeTcs Y 60/bHbIX poanTenen ¢ BeposTHOCTbIO 100%,

€C/I1 OHW FOMO3UrOTHbI; /5%, ecnu OHM reTepo3nroTHbI.

BeposiTHOCTb poxaeHust 601bHOro pebeHka y 3a0poBbix poanTtenen 0%.



Tunbl HacnegoBaHUSA NPU3HAKOB Yy YerioBeKa

1. AyTOCOMHO-AOMMHAHTHbLIN TUN HacnegoBaHUSA

TAa X ala* Aa X a*
E \// AA Aa Aa aa

Aa aa T TTT
50% T50% 5% 25%

6ornbHLIe 340pOBbLIe GonkHbie 3nopoBble



Tunbl HacnegoBaHUus NMPU3HAKOB Yy HYeJlOBEKa

1. AyTOCOMHO-OOMWHAHTHbLIN TUM HacnegoBaHUS
[Tpumepbl:
CUHOAKTUNNS;
NONMOAKTUNNS;
remorno6umHos M;
xoped XaHTUHITOHa;
NONMNO3 TONICTON KULLKWU;
ceMenHas rmnepxonecTepmHeEMUS;
HenpodmnbpomaTtos;
cuHgpom MapdaHa (Marfan-syndrom)
CuHapom Onepca-LaHnoca
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dedopmupoBaHHas rpygHasl Knetka
(kmneBMaHasA NN «KypuHasa» rpyab)
npu cuiapome MapdgaHa
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Tunol HaclrieaqoBaHUA NMPU3HAKOB Yy YeJiOBEKa
2. AYyTOCOMHO-peLecCUBHbIN TUMN HacregoBaHUA
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BonbHble BCTPEYAIOTCA HE B KaXX/10M MOKONIEHUW.
PoauTtenu 6051bHOMO, Kak NpaBuio, 340POBbI.

BoneloT B paBHOM CTEMEHN N MYXXUNHbI, U XEHLLMHBI.

B pogocnoBHOM NaTonorusi BbIABASETCS 10 20pU30HMaJsiu, 4acto y cnbcos.
3aboneBaHne OTCYTCTBYET Y €AMHOKPOBHBIX (OE€TU OQHOro OTLa OT pa3HbiX MaTepen) 1
€ONHOYTPOOHbIX (OEeTM 0OHOM MaTepu OT pasHbIX OTLOB) BpaTbeB 1 CECTED.
BeposiTHOCTb poxxaeHust 6051bHOro pebeHka y 340poBbix poautenen 25%, ecnun oHu
reTepo3unroTHbl, 0%, ecnn oHM 0ba M OAMH U3 HUX FOMO3UIrOTEH MO AOMUHAHTHOMY
reHy.

YacTo nposisnseTcs npu 6/1M3KopoaCcTBEHHbIX bpakax.



Tunbl HacnegoBaHUA NPU3HAKOB Yy YerioBeKa

2. AyTOCOMHO-peL,eCCUBHbIN TUM Hacrie4OBaHUS

p Aa X Aa

g s
f111

AA Aa Aa aa

oonbHOM



Tunbl HacnegoBaHUus NMPU3HAKOB Yy HYeJlOBEKa

2. AYyTOCOMHO-PELIECCUBHbIU TUM HacregoBaHUA
[Tpumepbl:

doeHunkeToHypus;
ranakto3emMus;

MYKOBUCLNOO3;

KOXXHO-TMa3HoM anbbuHN3m;
aflpeHOoreHnTanbHbI CUHOPOM;
[MINKOreHO3bl;
rmnepnunonpoTenHeMmmn

La fibrosis gquistica es un
trastormo hereditaro
caracterizado por la
congestion pulmonar, asi

como 1a Infeccibn y
malabsorcion de nutrientes
por parte del pancreas
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Tunbl HacrnepgoBaHUA NMPU3HAKOB Yy 4YeJioBEKa

3. CuensneHHbIU ¢ X-XpOMOCOMOMN AOMUHAHTHbLIU TUN HacnegoBaHUSA
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bonbHble BCTpeYvaloTCs B KaXAoM MOKoeHUU. Cumntombl 601e3Hmn 00bIYHO
BbISABIISIIOTCS YXKe B AETCKOM BO3pacTe

BoneloT B 60/bLUEN CTEMNEHU XEHLLUMHbI, Y MY>XUYMH bonee Taxenoe TeyeHne
3a60/1eBaHuS.

Ecnun oteuy 6oneH, To Bce ero goyepun 60nbHbI.

BonbHOM pebeHok poxxaaeTcs Yy 60/bHbIX poanTenen ¢ BeposaTHocTbio 100%, ecnu
MaTb rOMO3UroTHa, /5%, ecnn MaTb reTepo3nroTHa.

BeposiTHOCTb poxkaeHus 6onbHoro pebeHka y 300poBbix poantenen 0%.



Tunbl HacnegoBaHUA NPU3HAKOB Yy YerioBeKa

3. CuenneHHbIU ¢ X-XpOMOCOMOMN AOMUHAHTHbLIX TUMN HacriegoBaHUSA
[Mpumepbi:
e BUTAaMUH D-pe3NCTEHTHbLIN PaXUT;

« ©OonesHb lWapko-Mapu-TyTta - CEHCOMOTOpPHbIE
HeBponaTtum Tmnos | u |Il. 3abonesaHne
xapakTepusytoLlasica crnabocTbto 1 atpodueit
OVNCTanbHOW rpynmbl MblWL HUXHUX KOHEYHOCTEN;
4aCTO COYEeTaeTcs C Apyrmmm
HenpoaereHepaTMBHbLIMU 3abofieBaHNAMN)

S

3aoposas Hora
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Tunbl HacrnepgoBaHUA NMPU3HAKOB Yy 4YeJioBEKa

4. CuenrneHHbIN ¢ X-XpOMOCOMOM peLieCCUBHbLIMN TUN HacrieaoBaHUA
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BonbHble BCTpeYatoTCs HE B KaXKAOM MOKONIEHUU, pOXAATCA B bpake (peHOTUNNYECKn
3[0POBbIX pOAUTENEMN.

boneloT, B OCHOBHOM, MY>UYMHbI.

CblH HMKOrZa He HacneayeT 3abonesaHune OT oTua.

MaTepu 60MnbHbLIX — 0BnMraTHblE HOCUTESNbHULIBI NAaTONOrM4YeCcKoro reHa.

BeposiTHOCTb poXxaeHns 60NbHOM0 Manbymnka y 340POBbIX poanTenen 25%, 601bHOM
Aesouykn - 0%.



Tunbl HacrnepgoBaHUA NMPU3HAKOB Yy 4YeJioBEKa

4. CuenneHHbIN ¢ X-XpPOMOCOMOM peL,eCCUBHbIM TUM HacrieaoBaHUA

P X oy KB
2N

G X XH -y
h HYH
XY  XHX \ XHY  XHXh
F1 XHXH: XHY; XhxH: Xhy
’ é»qen‘.knpen b ad father Unaffe(
carrier
X- cuenneHHbIN - - - ) .
peLecCUBHbIN FeH —* POMMHAHTHEIN  JROMAHAHTHEIN X- cuenneHHbIN
reH (Hopma) reH 1 " peueccuBHbIil

XX OnbHbIe
XY | XX reH

|
E}.?.uoposue |
rier l \
DOCL'1TEHI1

XY XX ‘ XY ‘ XX

XHY; XhxH; XHY; XhXH; XHY:  XHXH XY XhxH;



Tunbl HacnegoBaHUA NPU3HAKOB Yy YerioBeKa

4. CuenrneHHbIN ¢ X-XpOMOCOMOM peLieCCUBHbLIMN TUN HacrieaoBaHUA
[Mpumepbi:

remodounuda A;

OarbsTOHU3M,;

MblLevyHaa guctpodumsa OdoweHHa-
bBekkepa.




Tunbl HacrnepgoBaHUA NMPU3HAKOB Yy 4YeJioBEKa

5. CuenneHHbIN ¢ Y-XpOMOCOMOM (ronaHgpu4ecKkun) Tun HacneaoBaHUS
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1. BonbHble BCTPEYaoTCs B Ka)XAOM MOKOSIEHNN — BEPTUKA/bHbIA XapaKTep HacneaoBaHUS
Npu3Haka.

BonetT TOMIbKO MY>UMHBI.

[epenaya Npu3HaKa OCYLLECTBAETCS OT OTLUA BCEM CbIHOBbSIM.

BeposATHOCTb poxaeHunst 601bHOro Masbunka y 6onbHoro otua pasHa 100%.

Hwn



Tunbl HacnegoBaHMA NPU3HAKOB Yy YenoBeKa

5. CuenneHHbIN ¢ Y-XpOMOCOMOU (ronaHapuyeckun) Tun HacnegoBaHUS

XX  x  XY?
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Tunbl HacnegoBaHUSA NPU3HAKOB Yy YerioBekKa

5. CuenneHHbIN ¢ Y-XpOMOCOMOM (ronaHgpu4ecKkun) Tun HacneaoBaHUS

[Mpumepbi:

* TUNEepTPUXO3 YLHbIX PaKOBUH;

* MN3ObITOYHLIN POCT BOSIOC HA
cpeaHunx dpanaHrax nanbLues
KUCTEN.




[Mpun3Haku uutonsna3smMmaTnyecKkoun
(MMTOXOHOPUANBLHOW) HAaCNeaACTBEHHOCTU
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e [lpu3Hak nepenaeTcs NOTOMKAM TOJIbKO OT MaTepu;
« Martb, HecyLlasa npmM3Hak, nepeaaeT ero BCeEMy NOTOMCTBY;
« [lpu3Hak ogMHAKOBO 4YacTO BCTpeYaeTcs y npeacraBmTenen obonx nonos.



AHanus pogocrnoBHOMU

= [lepBas 3agada npu aHannae pogocroBHOW — YyCTaHOBIEHME
HacneagCcTBEHHOro Xxapaktepa npusHaka.

= Ecnn B pooocrioBHOW BCTPEYaETCS OAUH U TOT XKe NMpu3Hak
(bones3Hb) HECKOMBbKO pa3s, TO MOXHO AymMaTb O €ro
HacneacTBeHHOU npupoae.

= [Tocne obHapy»keHuUst HacneACcTBEHHOro Xxapakrepa npusHaka
HeobXxoaMMO YCTaHOBUTb TUM HacregoBaHus. [1ns aToro
MCMNOSb3YOTCA NPUHLMMBI FEHETUYECKOro aHanmsa u
pasnuyHble cTaTUCTUYECKNEe METOAbI 00pabOTKN AaHHbIX
MHOIMX POAOCIOBHbIX.



1.

[1TnaH aHanm3a poaoCnoBHOU

Hacnenyetcs nu 3abonesaHne (CMOTPMM MO POAOCIOBHOW).

2. [lokasbiBaeM cuenneHne ¢ nosioMm:

2.1. Tonangpuyeckoe HacnegoBaHue (y-cuenneHHoe). 3aboneBaHne nepenaeTcd
OT OTLA K CbIHY. BONeT TONLKO Marnb4YnKu.
2.2. X-cuenneHHoe:

2.2.1. X-cuenneHHoe domuHaHmHoe. OT BOMbHbIX XEHLUMH poxaatTcst 6onbHble
CbIHOBbSI 1 A0YKN. OT BOMNbHLIX MY>XYMH TONLKO A0YKU. HacnegoBaHue B KaXXgom
NOKOMNEHUN.

2.2.2. X-cuenneHHoe peueccusHoe. [maBHbIM 06pa3omM DONET MY>XYNHLI
(remnauroTbl). Habniogaetcs npockanb3biBaHME NOKONIEHU. BepoAaTHOCTb
3aboneBaHns BO3pacTaeT B ONM3KOPOACTBEHHbIX Bpakax.

3. AyTOCOMHOE HacregoBaHue:

3.1. AytocomHo-goMmuHaHTHoe. OT BoNbHbIX poXxaarTca OonbHbIE, a OT 300POBbLIX
— 3pnoposble (co 100% neHeTpaHTHOCTLIO). bes npockanb3biBaHUA nokoneHun. C
HENoOMNHOM NEHETPAHTHOCTLIO: HapsiaQy C PoXaAeHMEM DOsbHbIX OT DOMbHbIX
BCTpeYaeTca poxxaeHne 00sbHbIX OT 300POBbIX 1 HA0DOPOT.

3.2. AyTocoMHO-peLeccmBHOe. HacnenoBaHue He B KaxXgom nokosnieHmn. Ot
300POBbIX poanuTenen poxaatTcs bonbHble AETW.

4. MuTtoxoHapuansHoe HacnegosaHve. Hacneaytotcsa 3abonesaHns obmeHa BellecTs

yepes anuekneTky. OT BONbHLIX XEHLUUH poXxaatTcst 60bHbIE ChIHOBbLS U JOYKM.
Manbunku ganbslue 3aboneBaHus He nepeaator.



Bnv3sHeuwoOBbLIU MeTOA

- 3TO U3YyYEHME rEHETUYECKNX 3aKOHOMEPHOCTEN Ha 6amn3Helax. [JaHHbIM MeToa
NO3BOJISET ONPeAenuUTb Posib FeHOTUMNA B NMPOABIEHUM NMPU3HAKOB. [peanoXxeH B
1876 rogy @. @anbTOHOM.

« BbnusHeuamn Ha3bIiBalOT OAHOBPEMEHHO POAMBLLMXCA AETEN. Y 4YernoBeka
poxaeHne 6rnm3HeLoB - JOBOMbHO pacnpoCTpaHEHHOE siBNeHne. Tak, ogHa
aBonHA npuxoamtcs Ha 80 - 85 ogHONNMOAHBLIX POAOB, O4HA TPOWHS - HA 6 - 8
TbIC., YETBEPHU U NATEPHN BCTPEYAIOTCSH OYEHb PEKO.

» YacTtoTa poxaeHnn 6rnm3HeLoB B
CTpaHax C YyMEpPEeHHbIM KNMMaToM
BbllLE, YEM B >XapPKUX.

« OpgHosanuesble 6rn3HeLlbl
cocTtaBnsaT 15% oT Bcex
MHOIOMMNOAHbIX POJOB.

« >KeHWwmHa, ogHaxabl poavBLLas
ONM3HEeLoB, MOXET UMETb
TEHOEHLNIO K NMOBTOPHbIM
MHOMOMMOAHbLIM PoJaM.




Bnu3iHeuoBbLIU MeTOq




Bnv3sHeuwoOBbLIU MeTOA
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Bnv3sHeuwoOBbLIU MeTOA

Cxema BO3HUKHOBEHUS MAEHTUYHBIX (OAHOAWLEBDIX)
N HEeWOEHTUYHbBIX (ABYANLEBbIX) ONU3HEL0B

ofHosiLesble BnuaHeup! AsysiiLesble bnusHeup!



Bbnu3sHeuoBbLIU MeTOA

Monochorionic Monochorionic
Monoamniotic Diamniotic

Dichorionic Diamniotic
(fused placentae)




BbnnsHeuoBbLIN MeTOA

- B 1934 r. B amepukaHCcKoM
ropoae KannaHgep wrata
OHTapuno 25-neTHAs Inb3np
[VOoHHE poauna nNATepHIto.

- Takoe oTmeyarnocb K Tomy
BpeMeHW NuLlb ABa pasa B
MUpe, HO B 000UnX crny4vasax He
BCe OETW BbKUNKU. 34ecb
BbIKWUIIN BCE.

detn Onb3up Obinn Ha 5 net
N3bATbI U3 CEMbM U NMOMELLIEHbI B
cneunaneHoe 3gaHme KpacHoro
KpecTa.

30ecb AeBOYEK BbIXa)XuBanu
cneuwnarbHble CECTPHI.




CecTtpbl JMOHH - eANHCTBEHHbIE
B MUpPE reHETUYECKN NOEHTUYHbIE
NATEPHALLKN, OOXMBLUNE

00 ConuaHbIX BO3pacToB (OBe
eLie He ymepnn)

Bo BpemeHa Benukoun genpeccuu
4yyao - AEBOYKM ObInn
OOCTOonpuMeYaTeribHOCTbIO
npoBuHUMKM OHTapUO,
agMUHUCTPpaUNA KOTOPOU B3dAna
3ab0Ty 0 HMX Ha cebq.

[na HUX gaxke nocTpomnu
OTAENbHbIN LOM, OKPY>KEHHbIN
3abopoMm, BOKpYr KOTOPOro
NOCTOSIHHO TONMUINCH
NOCETUTENMN.

OpHa n3 cectep QMOHH ymepna
BO BPEMSA NMpucTyna anunencum B
20-neTHem Bo3pacTe, gpyrad - ot
nHcyneta B 30-reTHEM.



HeTunnyHblie BUObLI O1I3HEL OB

Ocobyto rpynny cpeay MOHO3UIOTHbIX
GrM3HeLoB COCTaBNAT CUaMCKue
Orun3HeLbl, KOTOPble HE MOMNMHOCTbIO
pasgenunmcb B aMOpUoHansHoM nepuoae
pPa3BUTUSA N UMEIOT ObLLMe YacTu Tena unm
BHYTPEHHWE opraHbi.

O6bI4YHO ONNOAOTBOPEHHAA ANLIEKIETKA
OEenUTCA Ha LWeCcTon AeHb nocrie 3a4aTus.
Cunamckue bnnaHeubl obpasyloTcsl, ecnu
SINLIEKNETKAa AENNTCSa O4eHb NO3aHO, Yepes
14-15 gHen nocne onnoaoTBOPEHUS.

K aTOMy BpeMeHU KNeTku 3apoablila
crneunanmnanpyrTcs Tak, YTo NonHoe
pasgeneHue 6nm3HeloB B yTpobe matepu
CTaHOBUTCS HEBO3MOXKHbIM.

BeposaTHOCTb poXXaeHus cnamckmx 6rnmsHeLoB
COCTaBNSET NPUMEPHO oanH cnydan Ha 200
000 pogos.

CaMble 3HaMeHUTbIe cnamckue 6nmsHelsl —  OKOMO MONOBUHBbI CMaMCKUX 6rnm3HeLoB
YaHr n OHr 58HKepr. pomam‘rcg MépTBb|M|/|.



Cnamckue 6nmsHeubl
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OHr n Yanr pogmnucek B 1811 r. OHm npoxunun 63 roga, Obinn XXeHaTtbl Ha cecTpax.

Yanr nmen 12peten, a 3Hr— 10 geten.

B 1874 r. ymep oT BocnaneHna YaHr, a QHr, KOTopbIn Obi1 300p0OB, NepeXun ero
TONbLKO Ha 2 Yyaca. OH ymep OT 3apaxeHus TPYNHOW KPOBbLIO, BeAb Y OpaTbeB ObIS
OOLLMI KPOBOTOK.



Cnamckue 6nmsHeubl

Mawa v Jawa Kpusownsanosbl (1950 — 2003)



BbnnsHeuoBbIN MeTOA

B otnunume ot

MOHOS3UTOTHbIX,

OVU3UTOTHble  BnM3HeLbl XapaKTepn3yrTcA

ANCKOPAAHTHOCTbHKO - HECXOACTBOM MO MHOIMMM Npm3HakKaMm.

TN C*)GHOTI/II'IVI‘-IGCKI/IG MPU3HAKN U WNCMNOJIb3YKOTCA B KaydeCTBEe KputepueB
ANarHOCTUKU 3UTOTHOCTU ONU3HeLOB.

an3HaKM KoHkopaaHTHOCTb, %
MoHo3uroTHble 6nu3HeLbl An3uroTHble 6nmMsHeLbl
HopmanbHble npu3Haku
pynna kposu (ABO) 100 46
LiBeT rnas 99,5 28
LiBeT BONOC 97 23
NMaTonornyeckue npusHaku
Koconanoctb 32 3
«3asuba ryba» 33 )
BpoHxnanbHasa actma 19 4.8
Kopb 98 94
Tybepkynes 37 15
dnunencus 67 3
LLUnsodpeHus 70 13




Bnv3sHeuwoOBbLIU MeTOA

- MO3BONSIET OMPEAENUTb COOTHOCUTENBHYIO PONb HacneACTBEHHOCTU U cpeabl B
Pa3BUTUM TMpPU3HAKa, a TaKXke [OaéT BO3MOXHOCTb OLEHMBATb AENCTBUS Ha
OpPraHn3M HEeKOTOPbIX BHELWHWX (DAKTOPOB (J/1e4ebHbIX rpernapaToB, BOCMUTAHMUS,

06yyeHus n T.4.).

[MpoBoauTCA 06CrNegoBaHME MOHO- U OU3UTOTHbLIX ONU3HELIOB WU
onpegeneHne KoadppuumeHTa KOHKOPAAHTHOCTU (CxoAdcTeBa) W
AUCKOPAAHTHOCTU (pasnuyunmn) rnpusHaKkos.

dopmysa XoablUHTEPA:
H = % cxoacrea M3bB - % cxoacrea [136

100 - % cxoancrea [13b

sH=1 — 0,7 - npu3Hak onpenensercd rMoOJfIHOCTbD HacneaCTBEHHbIM
KOMMOHEHTOM;

sH=0 — 0,4 - onpenensawoLLyto porb urpaet dpakTop cpeabl;

s CpegHee 3HayeHne H = 0,4 - 0,7 cBMOETENLCTBYET O TOM, YTO MPMU3HAaK

pasBmBaeTcsa noa AOeuctBMemM akTopoB BHellHen cpegbl Ha dooHe
reHeTU4eCcKoWn NpeapacrnonoXeHHOCT!.




LluToreHeTuyeckumn mertopn

- UCNOJ1b3YKOT AJ14 U3yHEHUA HOPMaAJibHOIo KapuoTuna 4esrioBeKka, a TakxKe
npun anarHoOCTuKe HacJie€aCTrBeHHbIX 3a6oneBaH|/||‘/'|, CBA3aHHbIX C TEHOMHbLIMU
N XPOMOCOMHbIM MyTalUUAMN.

Ero ncnonb3oBaHue gaeT crnegyrowimne
BO3MOXHOCTH:

1. \ayyaTb MOpdOnormio XpoMocom u
KapnoTunbl, NPOLECChl MyTareHe3a Ha
YPOBHE XPOMOCOM W1 KapuoTuna.
2. OnpenenaTtb reHETUYECKNIA NOorT.
3. lnarHocTtupoBaTb pasfinyHble
XPOMOCOMHbIE 60Me3HU, CBSA3aHHbIE C
N3MEHEHUEM YMCSIa U CTPYKTYPHb
XPOMOCOM.
4. B meguko-reHeTU4eCcKom
KOHCYJIsTUPOBaHUU — ONA Lenu
npeHaTarnbHON ANarHOCTUKN XPOMOCOMHbIX
BbonesHen, 4YTo NO3BONSAET NYTEM
CBOEBPEMEHHOIO NpepbIBaHUS
bepeMeHHOCTU NpeaynpeanTb NOABNEHNE
NOTOMCTBa C rpyobiMn HapyLleHNAMN
pasBUTUA.

XpoOMOCOMbI



LinToreHeTuyeckmn mertona

CyTb MeTOAa: L6 casto

- 3aKnYyaeTca B L - wens o

MUKPOCKOMMNYECKOM U3YYEeHUN . = . ;¥ B

kapuoTuna (0coGeHHOCTb . £ 5 K-

CTPOEHWS 1 YUCTO By - L BRI -1RN

XPOMOCOM), MyTeM 3anmcy ST

Kapyorpammbi. ® gy = s 2/ pm
LIl B

OObIYHO XPOMOCOMbI B ‘0\ 5 :

KneTkax HabnogatoT BO y 7 Sl i

BpeMsl MUTO3a Ha cTaaum enEs .

MeTadpa3HON MNacTUHKN. e 5

O6beKkTOM nccnegoBaHUs CnyXxar:
e  KJI€TKM KOCTHOIO MO3ra,

«  numdounTbl NepudepnYecKkon Kposu,
*  PpasfiNYHblE KITETKN 3MOPUOHOB.



LinToreHeTn4yecknn metoa

IRIR ki XX
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2—-5 mu1 BEHO3HOH KPOBH Kapuotun
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npu 37 °C
METOAMKa NMPpUroToBJ1IEHUA LLUTONEHETUYECKUX NpenapaTtoB nyTéM Ky/Z1ibTUBUPOBaAHUA
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LinToreHeTn4yecknn metoa




LinToreHeTnyecknmn metoa
JKCrpecc-AnarHocTrka norfioBoro XxpomaTtuHa

= flApa BCeX COMAaTUYECKMX KNETOK YenoBeka MMEIOT 23 napbl XpOMOCOM.
B HOpMe Y XeHWUH Kapnotun — 46,XX, y My>X4unH — 46, XY.
N3 HMX 22 napbl — ayTOCOMbl «paboTatoT» TOMIbKO NOMapHo.

= [onoBble Xe XpPOMOCOMbl PaboTaloT B €4MHCTBEHHOM UUCTIE. Tenbla Bappa

= /I3 oBYyX X-XpOMOCOM XEHLUNHbI OfHa
MOSTHOCTBIO MHAKTUBUPYETCS N HAXOOUTCS B
sape B KOHOEHCMPOBAHHOM COCTOAHUN, B
Buae rmeiook (M. bapp v J1. bepTtpam B
1949r).

= OTU MbIOKN MOSTy4MNU Ha3BaHME «MOSI0BON
XpOMaTUH», «X- XPOMaTUH» WUNKN «TenbLa
bappa» — HebonbLwoe obpa3zoBaHMe No
Kpasim aapa.




LinToreHeTnyecknmn metoa
JKcnpecc-anarHocTuka nonoBoro XxpomaTmnHa

-

4

=B HopMme y XeHLWMH
10-30% KNeToYHbIX
agep UMeroT TernbLe
Bappa,

= Y MY>XYMH B HOpMeE
OTCYTCTBYIOT.

= Haule Bcero ansa nccnenoBaHust beperca cockob annTenust ¢ BHYTPEHHEN
MOBEPXHOCTN WeKN (byKKanbHbIA COCKOD).

= /I3MEeHeHNEe Konn4vecTBa NnosioBoro XpoMaTnHa CBNAOETESIbCTBYET 06
N3IMEHEHNN KOJTNHECTBA MNOJ10BbIX XPOMOCOM.



LinToreHeTnyecknmn metoa
[lokazaHusa K nccriegoBaHuMo Nos1oBOro
XpomaTunHa

*  Hanuyme KIMHUYECKNX NpmnsHakoB cnHapoma LepelweBckoro-
TepHepa u cuHapoma KnanHenstepa;

* Hanuyme NpuUsHakos repmadpoanTnU3ma;

*  HU3KUW POCT Yy OEBOYEK, XKEHLLNH (X-XpOMaTUH);

* aMeHopes rnepBunYHas U BTOPUYHAS;

*  BbICOKUM POCT Y MYX4MH (Y- 1 X-XpOMaTuH). FNLIGKM X- XpOMATUHA

Y XKEHLUMH — Hopma: 46(XX) Wl ‘v

Yy MY>XYMH — cuHgpom KnanHdenetepa: 47(XXY)

% | X- XxpomaTuH OTCYyTCTBYeT

Y MYX4MH — HopMma: 46(XY)
. | Y KeHLUH — cuHapom Lepeluesckoro-TepHepa: 45(X0)



MbIOKK X-xpomaTuHa (Tenbua bappa)
B AApPaxX COMaTU4YeCKUX KINeTOK YerioBeka

HopmanbHbIn My>x4ymHa (XY)
NN XXeHwmHa ¢ cmHgpomom LllepelwieBckoro-
TepHepa (XO)

HopmanbHas xeHwmnHa (XX)
NN My>xxdmHa ¢ cuHgpomom KnamHdensrepa
(XXY)

KeHwmHa ¢ Tpucommen X (XXX)
NN My>xdmHa ¢ cnuHgpomom KnamHdensrepa
(XXXY)

KeHwmHa ¢ nonucommen X (XXXX)

NN My>xdmHa ¢ cnuHgpomom KnamHdenesrepa
(XXXXY)




FISH — donroopecueHTHasa rmbpmamnsaums in situ

LMTOreHETUYECKUN METO, KOTOPbLIN MPUMEHSAIOT ANnd onpeaeneHns
nonoxexHus cneunduyeckon nocnegosarensHocTn HK Ha
MeTadpasHbIX XpoMocoMax Unm B MHTepd@asHbIX sgapax in situ.

 leHatypauuna xpomocomHon [HK
n rmbpuausaumns c
donyopecueHTHbIM 30HAO0M.

 [1na onpeaeneHns y4acTkoB
XPOMOCOM, C KOTOPbIMU CBSA3asInCh

dontoopecuUeHTHbIE 30HAbI,
NCNOSb3YT PIIH0OPECLEHTHbIE
MWKPOCKONMMI.




FISH — donroopecueHTHasA
rmopugnsaums in situ

rotoBAT [AHK-30HObLI — onpefeneHHble No HYKNeoTUaAHOMY
coctaBy (pparmeHTbl [JHK, nomeyeHHble
donroopecuUmpyoLLNM KpacuTenem,

OHK-30Ha, HaxoguT B nccregyemomn XpoMmocome
KoMnnemeHTapHbin ydactok [JHK n npucoeagnHserca kK
HEMY;

MecTo npucoeanHeHus [JHK-3oHaa onpegensertcsa no
cneunduyeckomy CBEYEHUIO MPU MMUKPOCKONMPOBAHUN
FMCTONOrMYEeCKNX Npenaparos,

0OBbEKTOM MUKPOCKOMMPOBAHUA MOTyT OblTb MeTaasHble
XPOMOCOMbI U XpOMaTUH S40ep HeOdeNAWMXCS KIETOK
(MHTEepdasHbIE XPOMOCOMBI);

C nomowbto metoga FISH moxxHO onpenensaTts nokanmsaymio
reHOB B XPOMOCOMaX 1 BCE XPOMOCOMHbLIE abeppaunn.

dryopecuyeHmHasi AHK-30HO

MemKa
——————— Yyacmok XPOMOCOMBbI,
D KOMII/IeMeHMapHLIU FISH nccnenoBaHus
30HOY

NHTep@asHbIX N MeTadrasHbIX
XpomMocoM ¢ nomotubio HK-
30HOOB
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Ona CKpMHUHra nepecTpoek B KapnoTune npUMeHsItoT HAabop NONMHOXPOMOCOMHbIX
KOMOMHUPOBaHHbLIX 30HAOB AN BceX XpomocoM 24-x uBeTHbIn FISH (M-FISH, SKY).
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MOJ'IeKyJ'IFIpHO-FeHeTI/I‘—IeCKI/Ie MEeTOObl

- bornbLasa n pasHoobpasHas rpynna MeToaos, NpeaHasHavYeHHasa ang
BbISIBIIEHMA MoBpexXaeHnn B cTpykType ydacTtka OHK (reHa, y4acTka
XPOMOCOMbI) BMASIOTb 40 pacliM@poBKM nocrenoBaTeribHOCTH
HYKI1eOTMOOB.

JTO Hanbonee ToYHbIN MeToa ANAarHOCTUKU MOHOMEHHbIX
HacrnegcTBeHHbIX 3aboneBaHUN.

B ocHoBe meTogoB nexat reHHO-UHXeHepHble MaHunynauum ¢ AHK n
PHK.

* WcxooHbin aTan MonekynspHO-reHETUYECKNUX METOL0B — MOJSTlyYeHme
obpasuos [JHK.

* WcTtoyHukom reHomHom OHK — ntobble aapocogepkalime KrneTku
(NemkounTbl, XOPUOH, aMHUOTUYECKME KITETKN).



MOJEKYITAPHO-IN'EHETUYECKUE
METO/bI

- MuyP

- MNAP®-aHanuns

- CekBeHupoBaHue

- bnoTt-rubpugmnsaums no CaysepHy
- [mbpmnansaumnMoHHble BUoUMNbI

- [loniHOreHoMHbIVN aHanus3



MOJ'IeKyJ'IFIpHO-I'eHeTI/I‘-IeCKI/Ie MEeTOObl

MeTopa INLP 6b1n paspabotaH B 1983 1. Kappwu
Mionnucom.

B Poccumn nonyyun passutue ¢ 1989 r.

[TonnmepasHasa uenHas peakuma cuHtesa HK —

aTo metoa amnnudpukauymm OHK in vitro, ¢

NOMOLLbIO KOTOPOro B TEYEHNE HECKOSIbKMX YacoB
MOXHO BbIAENUTb U PA3MHOXNUTb ONpPeaeNnieHHbIn |
ydacTtok [HK (pasmepom ot 80 oo 3000 nap
HyKneoTnaos (NH)) B Munnnapasl pas.
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HHK-marpuua pepmenT
|

W M’ ONUIOHYKNEOTUAHbIE k

3aTPABKK (Nparmepbl)

UcxopHbie komnoHeHTb! MNMLUP

Tag-nonumepasa

]



MonekynapHo-reHeTu4eckme Metoabl

B ocHoBe meTtoaa lNUP nexut pennukauua OHK — komnnemeHTapHoe
noctpauBaHue OHK no matpuue ¢ nomouwbio depmeHta JHK-
nonumepassbl.

AT [ v

depmeHT JHK-

a A K"';"OTp”LLO nonvMepasa

ONUIrOHYKNE0TUAHbIE x
3ATPABKM (Mpaimepsi ) :

UcxopHbie komnoHeHTb! NMUP

[Tlparimepbl CTPOro KOMMNeMeHTapHbI NpaBou U SIEBOWU rpaHMUam
cneundgomnyeckoro pparmeHta JHK 1 cuHTE3 Lienn NpoTeKkaeT TONbKO Mexay
HUMW.



MonekynapHo-reHeTu4eckme Metoabl

lMepBbIN B MUpE NaTeHT Ha
MUKpOOMoUunnbl Ans
onpepeneHus ctpyktypbl AHK
NpPUHaaneXxuTt Hawen cTpaHe!
buounn - 310 Habop MUKpoNoLwaadoK,
KaXkgas U3 KOTOPbIX COOEPXKNUT

doparmeHT JHK 13 cBOEro ak3oHa
reHomMma 4yesrioBseka

A. MupsabekoB - coaBTop
cTaTbM 3a KOTOpYIO JaHa
HobeneBckas npemus (B.
[MNbepT, cCEKBEHMPOBaHNE

NHK)




[1HK-4yunbl
(DNA microarrays)

AHK-4nn npenctaensetr cobon
NNacTUHY MoLLaAbo OKoMo 1 cm?,

Ha KOTOPOW B CTPOro onpeaerneHHom
nopsiake pasmeLLeHbl S4erKn, Kaxkaas
N3 KOTOPbIX COAEPKUT
oaHoLueno4veYHble NOMNHYKNeoTnabl
onpeaeneHHon nocrneanoBaTenbHOCTU
OCHOBaHUN.
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KonnyecTtBo Takmx
MNOSIMHYKIEOTUOHbIX AYEEK, a,
cnenoBaTeribHO, N KOSTMYECTBO
PasfnnYHbIX HYKNEOTUAHbIX
nocnenoBaTenbHOCTEN, MOXET
npesbIWarb 1 MIH. Ha 1 cM?, UX
anvHa sapbupyet ot 9-10 oo 1000
HYKNeoTUaoB.
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LIBeT 1 ero MHTEHCMBHOCTb HECYT MH(OpMaUMIO
0 crneundunyeckoM reHe nccneayemoro obpasua



OHK — maTtpuubl
Cwmeck monekyn MPHK ns mnccnegyemoro obpasua gonyopecueHTHO

METAT 1 rMbpmnansyroT ¢ Ynnom. "CeeyeHne" nnowagkm o3Ha4vaerT, uTo
OaHHbLIN reH B uccriegyemMom obpasue TpaHCcKpmbupoBaH

TCCTTTCCGG
GCCGCCCCAG
AGACATCATC
CCGCGACGAC
CGCGCGCAAG
TATATGCTGC
TCCCGCTAAT
GTTGGCCCCA
CGGCGCCTCT
GTTGACAAAG

AACGGTTGGC
GAACAACCCC
TTTACGTGCT
TCGCCATTCA
GTGCGAATGG
CTATAGCGAG
GGGTACCTCG
AGCTTGCTAG
CCGGGAGCGG
CGTGGAGACA

GTCTGCGCAC
GACACGGCTT
TGGCTTGCCC
ACCTCAGTCC
GTCGCGCGCA
ACTAACGACC
CGTCAGGACC
GACTACTTAT
TCGTCGCGAA
TCGATACCTC

GGCATGACAT



buoxnmmnyeckme metoabl

Bbuoxnmnyeckme Metodbl HanpaBneHbl Ha  BbISIBEHME
bnoxmmmnyeckoro deHotTMna opraHMsma. OTU  MeToabl
NO3BONSAT AWMarHOCTUPOBATb HACNeACTBEHHbIE 0OO0fe3Hu,
oOycrnoBneHHble FeHHbIMKM  MyTaumamu. C NOMOLLbLIO
OUOXNMUNYECKUX MEeTOO0B OMNMCcCaHo oonee 1000
BPOXAEHHbIX O0orie3aHen oobmMmeHa BellecTB.

buoxnmmnyeckme rnokasatenu (NepBUYHLIN DENKOBLIW NPOAYKT
reHa, HakonsieHMe naTonorn4eckux MeTaboniMToB BHYTPU
KIMETKN) OoTpaxaloT CyLHOCTb 0Oone3Hun 6bonee agekBaTHO,
4yeM KNUHUYECKNE CUMMTOMBI.

MeToabl ucnor b3YHOTCA OJ14.

ONarHOCTUKM MOHOTMEHHbIX HacnNeACcTBEHHbIX 3abonieBaHnN ¢
HapyLweHneM obmMeHa BeLecTB (3H3nMonaTumn);

ANArHOCTUKU retepo3nroTHbIX COCTOSIHUI Y B3POCIIbIX.




buoxnmmyeckme metoabil

ObbekTamMn BUOXMMUYECKOW ANArHOCTUKN ABMNAKOTCS:
KPOBb, MOYa, NyHKTaTbl KOCTHOrO MO3ra, aMHMoTn4eckasd
XUOKOCTb, crepma, noT, Kan v Aap., C LUenblo onpeaerneHns -
B OMONOrMYECKNX XUOKOCTAX aKTUBHOCTU DEPMEHTOB
NN coep>KaHnUsa HEKOTOPLIX NPOAYKTOB MeTabonusma. f/

bunoxnmmyeckasa guarHocTumka:

nepBuYyHas yTO4YHSAOLWan .
)
Llenb — ncknoyeHne 340p0oBbIX Llenb — yTo4YHEHne - Sl e
NHOMBNAOOB N3 AalbHEWULEero avarHosa 3aboneBaHus. -
O6Cﬂ$,£l,OBaHI/IFI. \‘, |
VcnonbayeTcs Ncnonb3yetca

< CENEeKTUBHBIN CKPUHUHT
MaCCOBbIN CKPUHUHT P




MaccoBble npoceusaroume nporpaMmmel
NPUMEHAIOT ONA ANarHOCTUKN Y
HOBOPOXOEHHbIX Taknx 3aboneBaHnn Kak

bunoxnmmyeckne MetToabl: MaccoBas
ANarHOCTUMKa

doeHUNKEeTOHYpUA,
BPOXOEHHbIN TMMNOTEPMOS,
MYKOBUCLEO03,
ranakto3emums.

- .4
~

Hanpumep, ons anarHoCTUKN eHUNKETOHYPUU KPOBb HOBOPOXAEHHbLIX OepyT Ha 3-5
OeHb rnocne poxaeHusi. Kannu Kposu nomMmeLlaroT Ha XpomMatorpauyeckyto unm
domneTpoBanbHyO Bymary n nepecsinatot B naboparoputo ana onpegeneHuns
doeHunanaHuHa.

[1ns onpeneneHns BpoXaeHHOro rmnoTrupeosa B KpoBu pebeHka Ha 3 AeHb KU3HU
onpenensitoT YPoBEHb TUPOKCHHA.



buoxnmmnyeckne MetToabl: MaccoBas
anarHoCTuKa

| CKPUHUHT HOBOPOXJEHHbIX |

/

-~

g » b
06na3arenbHbil CKPUHUHI NO YTBEP K-
AEHHOW HAUMOHANLHOW NpOrpamme,

Bkniouaer auarHocTuky 5 3abonesanmii
(PenunkeToHypua, MykoBHCUMAOS,

[anakro3emus, AQpeHOreHuTansHbli
. CHHAPOM W BPOXAEHHbIA rHNOTUPEO3) |

7 N
CrpuuuHr «lATOUKE» - AONOAHEHME K
06A3aTENEHOMY CKPUHUHTY.

Brnwyaer guarHocTuky 37
3abonesanmit!

(NleiuMHO3, TOMOLMCTUHYPHA,

L UHTDYNMHEMUA, THDOIMHEMMUA W ADP.)

/7 e N
06a3arencHblil CKPUHUHT Ha 5 3abone-
BAHWH NPOBOAMTCA Y KAMAOTO HOBO-

POXAECHHOTO C NOMOLLLIO B3ATUA KPOBK

Ha CNeyranbHsIin TeCT-6N1aHK, KOTOPLINA

HaNPasNAETCA B MEAUKO-TEHETUYECKYIO

KOHCYNLTAUMIO ANA NPOBEAEHWA HCCNe-

nosaxua. B cayyae obHapyKeHua B

KpoBu mapkepa 3abonesaHus poautent
C HOBOPOMAEHHBIM pebeHKom npurna-
WAKTCA B MEAUKO-TEHETHYECKYIO KOH-

CYNBTALMIO.

/nposonmca N0 MENAHUIO POAUTENEH B |
He3asucumoi naboparopun WHBUTPO,
HeobxoauMOo A0 POAOE NOAYYHUTE B
nwodom ohuce MHBUTPO wabop pns
NPOBEAEHMA aHaNu3a.

B3ATHE KPOBW MOMET OCYLECTBHTD
CneunansHo NOArOTOBNEHHBIK COTPYA-
HUK B popaome, nubo Cnywba soiesna
Ha pom WHBUTPO,

Ba¥HO NOMHWUTL, YTO OT HAYaNa
BCKAPMAMBAHUA 10 MOMEHTA B3ATUA
KpoB# Ha «[TATOYKY» AONKHO NPOHTH

HE MEHee 4-X CYTOK. 4

\




Buoxnmmyeckne metoabl: cenekTuBHas
OnarHocTuKa

CeneKkTuBHbLIE ANArHOCTUYECKME NporpamMmmMbl NpeaycMaTpmBatoT NMPOBEPKY
Broxnmmyecknx aHomanunm obmeHa y naumMeHToB ¢ NOAO3PEHNEM HA MEHHbIE
HacneacTBEeHHble DOMe3Hu.

B cenekTuBHLIX nporpamMmmax obbIMHO MCNONb3yrTCcAa boriee ToOYHble METOAbI.

Hanpumep, ¢ nomoulbio

TOHKOCIOWMHOM Xpomarorpadum = be" BEESEE T i 1 o b 8 9 0
MOUYM U KPOBU MOXHO

MarHoCTUPOBATb HACNeACTBEHHbIE o e e - a» S - -
HapyLleHna obMeHa aMUHOKUCIIOT K HoF= = - - ". - . ”'
MYKOMonMcaxapuaos. Hoa-

C HOMOLU,b}O SneKTqu)ope3a % HbF (HPLC) 28 21 38 71 36 26 53 39 61
reMorno6uHOB AMarHoCTUPYETCA BCA

rpynna remorno6uHonaTtun. P B 2 o T SET theome as TS Syem e

YKngkoctHas xpomartorpadusi, macc-

CMEKTPOMETPUS M Ap. No3BonAleT S SIS S s o o o -
naoeHTndnunpoBaTh ntodble HbF —= . ' LT e we
meTabonuTbl, cneunduyeckmne ang s —

KOHKPETHOWN HacneacTBEHHOMN
60j'|e3H[/|_ % HDbF (HPLC) 44 51 55 40 49 48 44 47 51 37



XUMuUYyeckne Mmetoabl

XuMunuyeckme Metoabl OCHOBaHbl Ha Ka4eCTBEHHbIX LIBETHbIX XUMNYECKNX pEaKun4dx.

OHM UCMOMb3YIOTCA ANS NpeaBapuUTEIbHOW ANarHOCTUKM HaCNeACTBEHHbIX 60ne3HEN
obMeHa BeLlecTB.

KakK CKpUHWHI-TECT AnarHOCTUKMN
(DEHN/IKETOHYPUN WCMOSb3YETCH
METO[, CMayMBaHNSA MO4OU
pebeHka nonocok bymaru,
nponutaHHon 10%-M pacTBOpPOM
FeCl, nmn 2,4
ANHUTPOMEHUITMAPa3nHa.

[pn Hannuum
bEHNNNUPOBUHOrPAAHON KMCNOTHI
B MOYE, NOSBNSIETCS 3€/IEHOBATOE
OKpallMBaHWe GuIbTPOBabHON
6ymaru.




NonyNnAUMOHHO-CTATUCTUYECKN METO[

[MpeameTom nonynsuMOHHO-CTaTUCTUYECKOTO MeToaa SABMNAETCH
n3yyeHue
4acTOTbl FEHOB N FEHOTUIMOB B MOMNYNALUMN.

OcHoBbl MeToaa Obin paspabotaHbl Xapan n BanHbeprowm.
OBBLEKTOM MCCreaoBaHUS ABMSAIOTCA YenoBeYeCKne nNonynaumu.

B reHeTuke YenoBeka nonynsuymen cuMTaroT rpynny nogen, sa-
HUMAOLWNX OOHY TEPPUTOPUIO U CBOBOAHO BCTYNalLWmMX B Opak.

Manble nonynauun:
1 — n3onATbl - YncneHHocTb He bonee 1500 yenoBek;
2 — nemMbl — YncneHHoctb oT 1500 go 4500 yenosek.

XapakTepHbIM1 0COBEHHOCTAMU NONYNAUMA NOAEN SBAAKOTCS:
a) TeHOEHUUS K X YUCINEHHOMY POCTY;
6) CHWXeHne gaBneHna eCTeCTBEHHOro oToopa.



NonyNnAUMOHHO-CTATUCTUYECKN METO[

3apayvm metoaa:

1 — onpeneneHne 4YacToT reHoB B Nonynauuu,

2 — onpegeneHne reHeTMYeCKon CTPYKTypbl nonynauum
N ee QUHAMUKWU;

3 — N3y4yeHne MyTauMoHHOro npoLecca;

4 — n3y4yeHue posnun HacrneacTtBeHHOCTU U cpeabl B
dopmupoBaHun PeHOTUNMNYECKOrOo Norimmopgpmama
No HOpMarnbHbIM NMPU3HaKaMm:

S5 — N3y4vyeHne ponu HacneacTBeHHOCTU U cpeabl B BO3-
HUKHOBEHMN Bone3Hen, 0CobeHHO C HacneacTBeH-
HbIM MPeapacrnonoXeHNeM;

6 — N3y4yeHne ponu reHeTU4YeCKNX opakTopoB B aHTPOMO-
reHese.



NonyNnAUMOHHO-CTATUCTUYECKM METOA

3akoH Xapau — BanHbepra.

pA — 4yacToTa JOMWUHAHTHOrO annensd reHa B nonynsauuu,
ga — 4YacToTa peLeCcCUBHOIo annensd reHa B nonynsauuu,
pA + ga = 1 — reHodoHO nonynALUUN.

VHTerpupytowinmMm goaktopomM reHodpoHaa, OpMUPYOLLIUM
reHeTUYECKYI0 CTPYKTYPY nonyndaunm, aBnseTcs
NaHMUKCUSA:

(PA + qa) x (pA + qa) = p2AA + 2pgAa + g?aa
CornacHo 3akoHy Xapau- BanHbepra B ngearnbHon nony-

AU 4HaCT1oOTbl reHoB N TeEHOTUNOB MNMPU CMEHE NOKOJS1EHUM
NMOCTOAHHDI.



OEPMATOMU®UYECKUN AHATNS

Oepmatornucpuyeckmm aHanus 3To M3y4yeHne nanunnsapHbIX Y30pOoB
nanbLeBs, NagoHen 1 cTon.

Ha aTux yyactkax KOXu MMeKTCS KpynHble AepManbHble COCOYKK, a
NOKpbIBaKOLWMN UX anngepmMmmc obpasyet rpebHn n 6oposabl.

[epmartornndpunyeckune ysopsl
obnanaroT BbICOKOW CTENEeHbIo
NHONBUNOYANbHOCTU N OCTaKOTCS
HEN3MEHHbIMU B TEYEHME BCEWN
XXWU3HU, NO3TOMY UX UCTONb3YHOT
ans onpeaerneHns 3uroTHOCTH
6nn3HeloB, Ong naeHTndnkaumm
NUYHOCTN B KPUMUHANUCTUKE
(OakTunockonua) n gpyrue.




OEPMATOMU®UYECKUN AHATNS

Ha nanbueBbIX noAayLwieykax "nMeroTCA y30pbl TpéX TUMOB.
Ayru, neTnun, 3aBUTKN.

[nsa 6onblUMHCTBA Y30pOB XapakTepHa genbsra (Tpupaguyc) — MecTto
CXOXOEHNS TPEX pa3HOHANPaBNEHHbIX NaNUINSPHbIX NUHUNA.,

4 - ueHTp y3opa

1- ,D.yra - neTtng 3-3aBUTOK
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OEPMATOIMU®UYECKUN AHATNS

Ha nagoHu pa3nunyaloT Tpu rnaBHble prekcopHble (crubaTtenbHblie) 60po3abl:
6opo3aa 60nbLLOro Nanbla, Kocas 1 nonepeyHas.

MHoraa kocas 60po3aa CMBAETCs C NoNepeYyHon B OJIHY YeTbIpEXNarnbLEBYHO
6opo3ay (HMMNB).

YacToTa e€ BCTpeyaeMoCTU B HOpMe He rnpesblliaeT 5%.

CxeMa (pnekcopHbIX 60po3a



MeToabl npeHaTanbHON ANAarHOCTUKM

B HacTosillee BpeMA NPUMEHSAIOT HenpsAMbIe U NpPsMble MeToAbl
npeHaTanbHOU ANArHOCTUKMU.

s [lpn HeNpAMbIX MeTodax uccreayT bepeMeHHyo (aKyLLepCKo-
rMHEKOSorM4yeckmne MeToabl).

| |_|pl/1 NpAMbIX METOAaX NCCNenyroT rninoa.

s K npsambiM HeEMHBa3MBHbLIM MeToAaM (6e3 XMpPYypruyeckoro
BMeLlaTenbCTBa) OTHOCUTCS ynbTpacoHorpadus.

s K npsambiM MHBA3MBHbLIM (C HApPYLUEHNEM LENOCTHOCTU TKaHW) —
XOpPUOHOMoncus, amHULeHTe3 U heToCKoNuUs.

Henpsimble meToAabl NpeHaTanbHON ANAarHOCTUKN
ccnenoBaHne MapkepHbIX aMBprMoHanbHbIX OENKOB B CbIBOPOTKE KPOBU
MaTepu:
anbda-peTonpoTeEnH;
XOpUarsbHbI TOHAAOTPOMNUH;
CBOOOOHLIN 3CTPaAnoI.

¥ ¥



MeToAabl NnpeHaTanbHON AUArHOCTUKMN:
npsimble

buoncusa nnaueHThl,
XOPMOHa.

AMHNOLEHTES —
aHanus Kkapuortuna
nroaa v
ONOXMUNYECKUN
aHanus3
aMHNOTUYECKOU
X1UOKocTu (a-
doeTonpoTeunH).

KopgoueHTes -
KPOBb M3 MyMNOBUHbI.




YnbeTpacoHorpadgpus
(axorpadousn)

s ITO UCMONb30BaHMe yrnbTpasByka Ansa nonyyYeHnst ndobpaxxeHma nnoga
N ero o0osioYexk.

s Ha 12-20 Hegene DepeMeHHOCTU yXKe BO3MOXXHA ANarHOCTUKa
bnnsHeyoBon 6epeMeHHOCTH, NoKanmaaummn nNnaueHTbl, aHaHuedanuu,
0edeKToB KOCTHOM CUCTEMbI, 3aKpbITUE HEBPAnbHOM TPYOKU, aTpesun
XKenyao4YHO-KNLIEYHOro TpakTa.



XopunoHOuoncus

ATO - B3ATUE INUTENUA BOPCUHOK XOPUOHA AN19 uccnegoBaHms —
NpPOBOANTCA TPpaHCLUepBUKaribHO (Yepes kaHar welKu Mamku) nog
KOHTpOJSieM yrisTpacoHorpadpum mexay 8 n 10 Hegenamu
bepemMeHHOCTH.

[Tony4eHHY TKaHb UCMOMb3YIOT ANA UMTOreHETUYECKNX U
onoxmmmnyeckmx ncernegosaHum n aHanmaa JHK.

C nomMoLLbo 3TOro MeToga MOXHO BbIABMATL BCe BUObl MyTaLWUi
(reHHble, XPOMOCOMHbIE N TEHOMHbIE).



AMHMOLEHTe3

JTO - nornyyeHMe aMHUOTUYECKONM XUAKOCTU U KNETOoK nnoaa ans
nocrneaywoLlero aHanmsa.

[TyHKUMIO NPOBOOAT B Ha4are BTOPOro TpumMmecTtpa 6epeMeHHOCTH
(15-17 Hepenb) Yyepes 6pPOLLNHY B aMBynaTopHbIX YCIIOBUAX NoA
KOHTPOSIEM YNbLTPa3ByKOBOro obcnenoBaHus.

XnakocTb cnonb3yroT Anst BUOXMMmUYeCcKuUx nccnegoBaHum
(8bisi8rIH0M 2€HHbIE Mymauuu), a Knetkn — ansa aHanunsa QHK
(8bis18r19H0M 2€HHbIE Mymauuu), LMTOreHETUYECKOro aHanmaa u
BbisiBNeHUsA X 1 Y-XxpomMmaTunHa (ANarHOCTUPYIOT 2eHOMHbIE U
XPOMOCOMHbIE Mymauuu).

OcnoXHeHusa nNpu 3aToOM METOAE UCCIEA0BaHNA He NpeBbILLaoT
1%.



deTOCKONUA

= I9TO — OCMOTP nnoga drudpoonTUYECKNM 3HOOCKOMNOM,
BBEOEHHbIM B aMHMOTUYECKYIO NMOSOCTb Yepe3 OPIOLLHY CTEHKY
MaTKMW.

s MeToa no3BonsieT CMOTPETL NNod, NyNnOBUHY, NNAUEHTY U
Npou3BECTU DUONCUIO.

s  PeTockonusa conpoBoOXOAaeTCH BbICOKMM PUCKOM MpepbiBaHUS
6epeMeHHOCTU U TEXHUYECKM CMOXKHA U MOITOMY NUMEET
OrpaHM4YeHHOE NPUMEHEHME.



