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I [eHeTMYyeckmn aHanus

OCHOBHbIM METOOM reHETUKN ABNAETCH
reHeTU4YeCKnun aHanus, oCHoBaTeNneM KOTOporo
ABIIAETCH U3BECTHbIW OTEYECTBEHHbIN YYeHbIN
A.C. CepebpoBckuin, aBTop KHUMMN « €HETUYECKNI
aHanna» (n3gaHa Toneko B 1970 r.), KoTOpas He
noTepsna akTyanbHOCTU U CEroaHs.

[eHeTn4yeckMn aHanu3 — KOMIMJIEKC METOOOB

nccneagoBaHnga reHoTmna n doeHoTuna.

A.C. Cepebpoeckuin  OCODEHHOCTBIO TEHETUYECKOro aHanusa siBrsieTcs
(1892-1948) TO, YTO W3Y4YEHME T[EHOB OCYLUECTBNSAETCA 4epes3

KOHTPONMMpyeMble UMW MNpuU3Haku. B cBA3M C 9TuUM

NpeaMeToM T[EeHEeTMYecKoro aHanmsa sBnsieTCs

doeHOoTUN opraHn3mMa 1 ero oTaernbHble NPU3HAaKN.




OcobeHHOCTHU YenoBeKa

NMpenmyuiecTBa
» PasHoobpa3sue cemen
» CnocobHOCTL BOCMPUHMMATD
N nepegasaTtb MHGOPMALMIO
» XopoLlas n3y4eHHOCTb Yernoseka
» bonblioe Konn4ectBo METOO0B

N3y4eHnd reHeTnK 4YesioBeka

O61beKkTUBHLbIE TPYAHOCTHU
» buonornyeckue
» CounmanbHO - aTU4YecKkue



bunonornyeckue TPYAHOCTU

» HemHorouncneHHoe NnoToMcTBO(MOHOMMNONAHaS
bepeMeHHOCTb, OrpaHNUYeHHbIN ePTUbHbIN BO3PacT)

» MenoneHHasa cMmeHa rnokoneHumn (no3gHee rnosioBoe
co3peBaHue, NpoaoMmKnuTensHaa bepeMeHHOCTb)

» CnoXHoCTb KapuoTtuna (bonbLIoe YMCno XPOMOCOM,
pa3Hble B3aMMOLENCTBUA reHOB, pa3Has
NEeHETPaAHTHOCTbL rEeHOB)

» Bbicokasi cTteneHb reTepo3nroTHOCTU, PEHOTUNUYECKNU
No"MMOpPdOU3M




CouunanbHO-3TUYECKNEe TPYAHOCTU

» HeBO3MOXHOCTb 9KCNnepuMeHTanbHbIX Opakos

» HeBO3MOXHOCTb CO34aHNUA OANHAKOBbLIX YCITOBUA
(0bpas XnsHu, NnuTaHue u T.4.)

» HemHoroyncneHHoe NoToMcTBO (MnaHnpoBaHue
CeMbM)

» MegneHHada cMeHa nokosieHun (getu - nocrne 30 nerT)

» OTCyTCTBME TOYHON PErMCTpaLmnm HacneacTBeHHbIX
NpU3HaKoB




» OOHako cerogHs B pesynsrarte HaydHbIX nccrieqoBaHum
N MPaKTUKN HaKOMMEeHbl 3HaHUS, NO3BOMNBLLMNE
PELWNTb PAO BaXXHEULLMX 3ada4Y FEHETUKU YerioBeKka

» OcHOBHOM 3agavyen MeauLIMHCKOW reHETUKN ABMAETCS
BbiABIIeHMEe N NpodunakTtuka HacneaCcTBeHHbIX
oone3Hen.




I eHeTUKa YenoBeKa - aHTpPoOnoreHeTukKa

- pasdes1 pyHOaMeHmMasibHolU 2eHemMuKu U MeOQUUYUHbI, KOTOPbIN:

> u3y4yaem 3aKOHOMepPHOCMuU HacsieoeaHusi U usMmeH4Yueocmu
npu3sHakoe y nogen (B TOM 4Yncrie naTtosiormyeckmx)

> u3y4yaem ¢hakmopsbl, enusiroujue Ha pacrnpedesieHue aseslbHbIX
(MyTaHTHbIX) 2eHO6 B YeroBe4YEeCKNX MNONynsALmaX

usy4yaem cesi3u Mexay reHamm v onpegesrieHHbIM1 BUaamu naTosiornm
yernoBeka (nNpobnema reHeTUYECKUX MapKepoB)

> u3y4yaem ekK/ad reHeTUYECKNX N HEreHEeTUYECKNX haKTOpOB B NPOLIECCHI
NHOVBUAYANbHOMO PasBUTUSA U XU3HeOEeATEeNbHOCTM YernoBeKa, BKNovas
YUCTO YernoBevYeckne acnekTbl (MHTENNEKT, counMabunbHOCTb, TPpyAoBas
OEeATENbHOCTL), B MOKa3aTenu 340P0OBbst HACENEHUS, MYTY
COBEpPLUEHCTBOBAHUSA FEHOANArHOCTUKN, reHoTepanun U reHonpoUNakTUKu.



C.H. NaBupeHkoB
(1880-1961)

C.H. NaBupeHkoB (1880-1961) oanH n3
OCHOBOMOSTOXXHUKOB MeAUNLIMHCKON rEHETUKMU
BblJaloLWNNCA COBETCKNIN HEBPOIOT,
Ha4YMHaBLUMM CBOKO NSI0QO0TBOPHYHO paboTy B
OBaguartbixX rogax Ha YkpauvHe.

OH BnepBble NPUMEHNST NOAEN TEHETUKN B
KNMUHWKE, Aarn aHanus psga HacneacTBEHHbIX
3aboneBaHnn, YacTb N3 KOTOPbIX OblNa
onncaHa um BnepsbIe.

BaxxHon 3acnyron C.H. [laBngeHkoBa aBnsgeTcd
pa3paboTka MeTogoB MeanKo-reHeETUYECKOro
KOHCYSIsTUPOBaHUSA U ero nepBoe npakTuieckoe
NpMMeHeHWe B Hallen cTpaHe.



OCHOBHbIe MeTOoAbl U3YYEHUA FTeHeTUKN YerioBeKa
eHeanormn4yeckumn

LilnToreHeTn4yeckmnum

Bunoxumuyeckumn

BnnsHeuyoBbLIN

NMonynsauMoHHO-CTaTUCTUYECKUN
depmaTtornucgpunyeckumn

[eHeTUKn comaTuveCcKkux KneTok

YV V V V V V VYV V

OHK anarHocTtuku




I Cap PpaHcuc NanbToH (Ky3eH Y.[lapBuHa)
(Francis Galton; 16 cheBpana 1822 — 17 auBaps 1911)

» 3aHumarncsa sonpocamu
HacrneagcTBEHHOCTH,
bnomeTpumen,
aepmartornmgouKkon,
CTaTUCTUKON U
TECTUPOBAHUEM,;

» MepBbIM Ha4an nayyeHue
Onn3HeLuoBs;

»> Cosgan eBreHuKky.



http://upload.wikimedia.org/wikipedia/commons/e/ec/Francis_Galton_1850s.jpg

[eHeanornyeckuu metoa No3BoONsAeT

YCTaHOBUTb

> SBNSAETCHA NU JaHHbIW NPU3HaK HacrneacTBeHHbIM (Mo

>

NPOABJIEHUIO €10 Y pOﬂ,CTBeHHI/IKOB);

TN N XapakTtep HacsieaoBaHUA (,D,OMMHaHTHblVI UIn
peuecCnBHbl, ayTOCOMHbIN UJTU CLENJIEHHbIN C I'IOJ'IOM);

3UIFOTHOCTb NUL, POAOCNOBHOW (rOMO- UInn
reTeposunroThbl);

NEeHETPAHTHOCTb reHa (4acTtoTa ero NPoSABIIEHNSA);

BEPOSATHOCTb POXAEHUA pebeHKa C Hacne4CTBEHHON
natoniornen (reHeTU4eCcKnm puck).



ISTAlNbl COCTABNEHUA POOOCNOBHbIX

> 1.Cbop cBegeHnu

» 2.['padonyeckoe coctaBneHme pogocrioBHOM

> 3.eHeanornyeckmnm aHanns

> 4 .3akn4yeHune




NMpobGaHgom Hasbigaemcs nuyo, POOOC1I08HYH
Komopo2o HeobxoduMo cocmasume.

M moxeT 6biTb 60NbHON 1 340POBLIN YENOBEK —
HOCUTENb Kakoro-nnmbdo npusHaka unum nuuo,
obpaTtuBLLeeCs 3a OTBETOM K Bpady-reHeETUKY Ha
KOHCYJbTauuio.

BpaTbs U cecTpbl NpobaHaa Ha3blBalOTCS cubcamm.

Ob6bI14HO podocriogHas cocmasrissiemcsi o 00HOMYy usiu
HECKOIIbKUM rIpu3HaKam.



MpuHUMNnbI MeTOoAAa

> POOOCMNOBHYI HAYMHAKT CTPOUTL C NpobaHaa - Nuua, ¢ KOTOPOoro
HauYMHaeTcs uccrnegoBaHne CeMbM;

> Ka)K[oe NoKoneHne HyMepyeTcs puMckuMin Lmudpamum cneea;

» 0cobn 0gHOro NOKONEHUS pacnosaraloTcd Ha ropu3oHTanbHOM
NVHUN N HYMEPYIOTCA apabcknmn undpamum;
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* o
AyTOCOMHO-peuLeccuBHbIN TUN (AR) HacnegoBaHUA

FonaHgpwuyeckuu Tun (Y) HacnegoBaHUA

* o <
X-cuenneHHbIN AOMUHAHTHBLIN (XD)

X-cuenneHHbIN peueccuBHbIU (XR)

>kM14Tox0|-|.1:1p14an|=.|-|oe (uMTonnasmartuyeckoe)
HacnegoBaHue

Pa3nun4yarot 6 OCHOBHbIX TUMNOB
HacnegoBaHUSA:
*AyTOCOMHO-AOMMHaHTHbIﬁ T™Mn (AD) HacnepgoBaHUA




I AyTOCOMHO-AOMUHaAHTHbLIX TUN (AD) HacnepoBaHUA
XapaKkTepusyeTcs crieaylowmmMmm npmsHakamm:

1) 6onetoT B paBHOM CTENEHN MYXUYMHBI 1

XEHLUHbI; O—D

2) BoribHblE €CTb B KaXX4OM NOKONEHUN —
HacrnegoBaHMe «MNo BEPTUKaNny.

epoaTHocTb HacnegoBaHus 100% Cb |
(ecnu xoTs 6bl OAMH poauTernb [ ] (5‘—5
romosuroteH), 75% (ecnu oba
poaoutensd retepo3uroTHel) u 50% (ecnu

|
OAVH POANTESb FETEPO3UTOTEH). Mpumepsbl y yenoBeka: ] @)

CuHgpom MapdaHa
AxoHaponsasus

[MnepxonectepnHeMus



AyTOCOMHO-peLecCUBHbIN (AR) TUN HacrnepnoBaHUA

XapakTtepeH nponyck
NOKOSIEHUN

PaBHO MYyX4UHbI U
XXEHLLUHbI

«[l'lo ropusoHTanmn»

BeposaTHocTb y geten 25%,
ecnu y pogurterneun npusHak
He NposBUIICA

O

m O émé—m—o

NMpumMmepsbl y YenoBeka:

PeHnNKeToHypus
MykoBucunoos

AOpeHo-reHnTarnbHbI CUHOPOM



I FonaHgpuyeckun tvn (Y) HacnenoBaHuUA

O

[Nepenaetcs
MO MY>XCKOW
NHUN Oes3
pornycka
NOKONEeHUn

NMpumMmep y yenoBeka:

[MnepTpnxo3 yLHomn
PaKOBUHbI




X-cuenneHHbI JOMMHAHTHbLIN (XD)

» be3 nponycka nokKosieHn — no

BEPTUKANM Q

» JXeHLMHbI Nopa)keHbl B 2 pasa 4valle
» OT oTua nepenaeTcst BCEM O0YEPAM; Q -

oT matepu 50% CbIHOBEW 1 O0YEpPEN.

Ty

Mpumepsbl y Yenoseka:

-y s o .
PaxuT, pe3sncTteHTHbIW K BUTaMuHy [

-_ e . KopuyHeBaga amarnb 3y6oB

-



X-cuenneHHbIN peueccuBHbIU (XR)

» [lepepaetca oT geaa yepes maTb-
HOCUTENBbHULY K BHYKY O

> Y MYX4YUH NpoABIIAEeTCA 3HAa4YNTEINTbHO
Yaule, 4eM Yy KeHLNH

Mpumepsbl y Yenoseka:

[[emodpunnuns

[lanbTOHMN3M

MbiweyHasa guctpodus
QKToAepMarnbHasa aucnnasus
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HacnepoBaHue cuenfnieHHoe

Albert [} (® | victoria (1819-1901) |
Empress Edward Alice @_ IJ_‘I Helena (5 &I Leopold Beatri
Victoria Vil of Hesse _D Princess Duke of catrice
Christian Albany
Kaiser George Princess Frederick (Alexandra) Alice Victoria Leopold Maurice
Wilhelm Il V Irene Alix Tsarina of Athlone Eugenie

Nikolas Il (wife of Alfonso XIII)




I MutoxoHapuanbHoe (uMTonnasmaTmyeckoe)
HacrnegoBaHUue

» [lepepaetca no
MaTEPUHCKOW JSINHUN

O]

Mpumep:

MUTOXOHApPpUalribHas

MI/II'I B I:I_Aé) é)
| | & 6 m

Y pacteHnn Takxke reHsol
XJioponsacToB.




BnusHeLOBbLIN MeTOoA4 —

OOWH 13 Hanbonee paHHUX METOO0B
N3y4eHns1 reHeTUKN YeroBeka Obliri
npennoxeH B 1876 roay

®. NlanbTOHOM.




Cpeaun 6nn3HeL 0B BbIAENAIOT ABe rpynnbl:
OBOMHU BCTpedatoTca 1/84 HoBopoXaeHHbIX, 1/3 U3 HUX —
MOHO3UIOTHbIE (OQHOANLOBbIE — BrIM3HELbI), OCTasIbHbIE —
OVU3UTOTHbIE (OBYSANLIOBbIE — OBOMHSILLKW).

ouHo;u?l/uoBble (MOHO3UIOTHbLIE) N OByANLUOBbIE (AN3UTOTHbLIE).




MoHo3uUroTHole 6nusHeubl (M3)

» Pa3BuBaoTCsa U3 0OHON ANLIEKNETKN,

OI'IJ'IO,EI,OTBOpeHHOI7I oaAHNM crnepMaTto3ongom

Bceraa ogHoro nona

» OpuHakoBas rpynna KpoBu




OunsuroTHble 6nn3Heubl (03)

» PasBuBatoTca 13 aByx unum 6onee ogHOBPEMEHHO
OBYNMPOBAaBLUMX N OMNS1I040TBOPEHHbLIX Pa3HbIMU
cnepmaro3ongamm ANLEKNETOK.

OHM UMET pasfnyHble

reHOTUMbI U MOTYT ObIThb
Kak OOHOro, Tak u

pasHoro nona




I Cnamckue 6nmsHeubl

9TO ogHoANLEBbIE DNU3HEeLUbI,
KOTOPbIE HE NOMHOCTLIO
pasgenunucb B aMbpmoHanbHOM
nepuoae pas3BuTmUsa U UMET obLue
4yacTu Tena unn BHyTPEHHME OpraHbl.

Ob6bI4YHO ONNOAOTBOPEHHAS
AnLUEeKneTka AennuTcs Ha WeCcToun
AeHb Nnocne 3a4aTtus.




I PCOPMHWPOBAHHWE BJIM3HEIIOB

OO0 O O O
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[N3NroTHbIX MOHO3UIOTHbIX




Pa3HoBugHoOCTM ONM3HeLOBOro Metoaa

> Knaccuueckun 6nmsHeL0oBbIM MeTOA4 — OLIEHNBAETCA YPOBEHb BHYTPUNAPHOIO
cxogcTBa 6nm3HeLoB.

> MeToa KOHTPONbLHOro 6nM3HeLa — CpaBHMBAETCS BNUSHUE BO3OENCTBUSA PasnnYHbIX
¢hakTopoB cpeabl Ha OAHOIO M TOrO e YeroBeka.

> JloHruTIOAHOE GnU3HeL0BOEe UCCriefoBaHUe — HanpaereH Ha U3y4YeHne pPasBUTUS
MHTEmekKTa.

» Meyoéa 6nusHeLoOBLIX CeMen — 13yyaeTcd BNnsiHMe MaTtepuHckoro adodekTa, a Takke
HZCneacTBeHHbIe NPUYNHLI psiga 3aboneBaHui.

UccnepgoBaHne oAMHOYHBLIX BNIM3HELLIOB — COMOCTaBIATCA 0COOEHHOCTY Pa3BUTUSA
OOVHOYHOPOXAEHHbIX AeTen 1 BrimsHela, Yen napTHep yMep npu poXxaeHnn
(NNeHuTenbHoe pa3BuTme).

ConocTtaBneHue 6nu3HeLOB C HEONMM3HELaMN.

MeTopn pasny4eHHbIX 6IM3HeL0OB — CpaBHUBAETCS BHYTPUNAPHOE CXOACTBO
OGnn3HeLoB, pasny4YeHHbIX B paHHEM BO3pacTe M HUKOr4a He BCTPeYaBLUMXCS MOCTe.

MeToa 4acTUYHO pa3fny4eHHbIX OJIM3HeL OB — CpPaBHMBAETCHA BHYTPUNAPHOE CXOACTBO
M3 n [13 6n1M3HeL0B, XNBYLLMX BPO3b KaKkoe-TO BPEMS.



I BnnsHeuoBbLIN METOA UCMONbL3YeTCA B reHeTUKe YenoBekKa
Ansi Toro, YToo0bl OLEHUTL:

» HacnegyemocTb Npu3Haka;
» MEeHEeTPaHTHOCTb U 3KCMPECCUBHOCTL reHa;

> CTerneHb BIUSHUS HacneacTBeHHOCTU U cpedbl Ha pa3BuTue
KaKoro-HMoyab HOPManbHOro UMM NaToNOrMYecKoro
NpU3HaKa;

» 3(PPEKTUBHOCTb UCMOSMb30BaHUSA NTIEKAPCTB;
» 9p(PEKTUBHOCTb METOA0B 0OY4YEHUSA U BOCMNTAHUS;
» KoadhpuumeHT 1Q.

bnazodapsi 6s1usHeyosomy Memodoy, bbisia 8bisICHEeHa
HacsiedcmeeHHasi rnpeopacrnosioXeHHOCMb Yes108€eKa K
psidy 3aboneesaHull: wu3sogpeHuu, anusericuu,
caxapHomMmy duabemy u Opyaum.



I dTanbl ONM3HeLOBOro metoaa:

» Ons HabniogeHna nogdbupatoT napbl OIM3HELOB OAHOroO nona;

> onpenensitoT 3UrOTHOCTb ONM3HeLoB.

> M3 — pasBuBaloTca U3 ogHomn 3urotel, MetoT 100%

OOMHAKOBbIN reHOTUN (OANHAKOBYHO rpPynny KPoBU, Mo,
PUCYHKN KOXKN N T. 4.), 100% npmxmnsaemocTtb
TpaHCNaHTaHTa.

>D,3 — pa3BUBAKOTCA N3 PasHbIX 3UTOT N NOXOXW Kak poaHble
GpaTbs U CECTPHLI.

> onpepensoT % cxoacTBa B rpynnax MOHO- U AN3UTOTHbLIX
6Gn13HeLoB(KOHKOPAAHTHOCTD).

> MHOrO NaToNIorM4YecKknx NPU3HaKoB YerioBeka SBMNSATCS
MynbTUdaKTOpUanbHbIMMU.




KOHKOpPAAHTHOCTb - NPOLEHT
cxodcTsa rpynnbl 6rmM3HeLoB
MO N3y4daemMomMy npusHaky

CKOPAAHTHOCTb —

NPOUEHT pa3iinind rno naydaemomy

NPU3HaKy




KOHKOpAAHTHOCTbL — Hanu4une
onpenesriEHHOro npusHaka y obomnx
6nn3HeUoB, U cpeaun rpynnbl NAEN.
KOHKOpOaHTHOCTLIO TakKe Ha3bliBaeTCs
BEPOSITHOCTb TOro, 4YTo 06a brnnsHeua
OyayT MMeTb onpeaeneHHbIN MPU3Hak,
Npu YyCNoBUN, YTO €ro MMEET OAUH U3 HUX.



I Tabnunua KOHKOPAAHTHOCTHU

NMoka3aTeAn KOHKOPAQHTHOCTH Y

OAM3HEeLuoB
3aboAeBaHus MOHO3UIOTHbIE AM3UTOTHbIE
OAU3HELbI OAU3HELbI
CaxapHbin gnabet 65 18
dnunencus 67 3
PacwennHa Heba 33 5
PeBmatunsm 47 17
Kopb 98 94

Tybepkynés 67 23




I OduckopaaHTHOCTDL

[NCcKopaaHTHOCTb - HECXOACTBO B6MIN3HELIOB B OTHOLLEHNUU
aHanna3npyemoro npusHaka, T.e. npu ycrioBuu, YTo ero uMeet
TONBKO OAMH N3 HUX




I Tabnuua QUCKOPAAHTHOCTU

Mpu3nakny, BeposTHOCTL MOSIBACHUS PasnUuiui,%
KOHTpOnupyemMbie
HeOOoNbLWNUM YMCIIOM MOHO3UroTHbIe AW3anroTHble
reHoB Gnu3Heupbl GnuaHeupbl
LiBeT rnas 0,5 72
dopma yLen 2,0 80
LiBeT Bonoc 3,0 77
LiBeT KOXWu 0,0 55
dopma Bonoc 0,0 21

dopma ryb 0,0 35




I BnnsHeLoBbIN MeToA 13y4YaeT COOTHOCUTESbHYIO POrb reHoTMNa
N cpeabl NyTeM cpaBHEHUS ONN3HeLoB

KME - KD,E

H=

H — nokasaTtenb HacneayemMmoCcTn Npnu3Haka

Kyg — Nokasartenb KOHKOpAaHTHOCTU B %% Yy
MOHO3UIOTHbIX 6NM3HeLoB

Kps — nokasaTernb KOHKOPAAHTHOCTU B %% Y
ON3NTOTHbLIX BNM3HELIOB

E — koadppuumeHT cpeabl,
E=100-H




I Onpepensercs:
» Hacnepgyemoctb: H 1-0,7 npusHaku HacneacTBeHHbIe,
» H 0,4-0,6 mynbTudakTopmnanbHble,

> H 0-0,3 3aBUCAT OT cpeAabl.

» [lleHeTpaHTHOCTbL annens:
» OueHka ap(PeKTUBHOCTU LENCTBUSA NnpenapaTos, 0by4YeHus.
olNne3Hu c Hacne,EI,CTBeHHOVI npeapacnonoXeHHOCTbIO:

» [na npoaBneHns HeobxoaMMO KpoMe HacneacTBEHHbIX hakTopOB,
BO3euncTBue cneumgundecknx gaktopos cpenbl (AnKoronmsm,
LWN3odpeHNs, aptTepmarbHas rmnepTeH3uns)

MOHOreHHbIe — O0NIe3HU C BapbUPYHOLLEN SKCMPECCUBHOCTLIO — ranakTo3emus,
MUFPEHb.

nonureHHble - MynbTudakTopuanbHble 60ne3HN AenaT Ha:

BPOXAEHHbIE MNOPOKN pasBuTus (rmgpouedanus); NCUXn4eckne n HepBHble 6onesHu
(wmn3odpenuns, anunencus);comatmyeckme 6onesHn cpegHero Bo3pacta (ncopuas,
BpoHxManLHas actma).



LiuToreHeTn4yeckmne metoasbl N3y4aloT XpoOMOCOMbI




I LinToreHeTunka

» 3OTO 06nacTb reHeTuku, nayyatrolas
LMTONOrM4yeckmne OCHOBbI HacrnenCTBEHHOCTU U
N3MEHYNBOCTU, CTPYKTYPY N OYHKLMMN XPOMOCOM C
MCMNONb30BaHNEM  LMTONOrMYECKNX METOO0B A4
BbIABNEHNA FEHOMHbIX U XPOMOCOMHbIX

MyTaLun

Bo3MoXxHoCTHN MeToAa.:

N3yyeHne kapuotmna (0CO6eHHOCTb CTPOEHUSA U
YMCII0 XPOMOCOM)

> OnpeneneHne reHeTUYecKoro nona opraHuamMa

» OueHka myTareHesa TepMUH unTOoreHeTukKa
BBeaeH B 1903 .
B.CaTtTtoHOM.




» UutoreHeTnyecknun merton
nccneaoBaHUS reHeTUKHU
YyerioBeka, ero passpuTtme u
CTaHOBIEHME CBSA3aHbl C
TakKUMMN YYEHbIMU, KaK
AnbbepT JleBaH n [)xko XuH
Tno. OHun B 1956 roagy
nepBbIMN YCTAHOBUITN TOYHOE
KOSTMYECTBO XPOMOCOM Y
nogen. Ix okazanocb He 48,
Kak aymanu paHee, a 40.

[>xo XvH Tuo
(1905-1998 rT.) » VIMEHHO 3TO 1 NONOXNNo (1919-2001 rr.)

AnbbepT JleBaH

Ha4arno uccnegoBaHuIo
MENOTUYECKUX U
MUTOTUYECKNX XPOMOCOM
YyerioBeka.




LiuToreHeTn4yeckme metoabl

» B 1959 r. ppaHuy3ckune
ydeHble [1. JlexeH,
P.TiopneH n M. loTbe,
NCNonb3ys
LUTOreHeTU4YeCKne
METOAbl, YCTaHOBUIN
XPOMOCOMHYIO npupoay
bonesHn [ayHa.

0. NexeH » B nocnenytouime roabl PTiopneH
1926-1994 OblNn onucaHbl MHOTMe 1895-1988
apyrme XpoMOCOMHble
CUHOPOMBI, 4acCTo
BCTpeyarLimecs y
YyenoBeka.
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KAPUOTMUIN — xapakTepucTtmka Bnaa, B KOTOPOM YYTEHbI YUCIIO,
BENMYMHaA 1 MOpdoonornyeckme 0CobeHHOCTU XPOMOCOM

KAPUOTUI - 3TO “NNUO” BUOA




I JTanbl LUTOreHeTUYECKOro Metoaa:

> KynbTUBUPOBaHUE KJIeTOK 4YeJiOBEKa Ha MUTaTellbHbIX Ccpeaax;

Y

CTUMYRALNA MUTO30B ouToremarritoTMHMHOM (PrA);

> pobaBneHue KONXUUUHa (paspyLllaeT HATU BepeTeHa eneHns) O OCTaHOBKU
MUTO3a Ha cTagun metadoassbl;

> 00paboTKa KNeTokK rmnoTOHMYECKUM PacTBOPOM, BCNeACTBUE YEro XpOMOCOMbI
paccbinatTcs U nexaT cBoOOAHO;

palwmBaHMe XPOMOCOM, UCMONb3YIOT pasnuyHble MeToabl(Q-okpacka,G-
oKpacka, anddepeHumnanbHas okpacka CeCTPUHCKUX XpomaTtua);

n3yvyeHue noa MUKpockonom u c¢potorpadupoBaHume.
CneuunanbHble MeToAbl:

MMGpuansaums in situ: sapuantel FISH, OHK-30HAbI,
Metoa CGH (Comparative Genome Hybridization)

MoneKynﬂpHa;l ANarHOCTUKa XpOMOCOMHbIX bonesHen



I MeToAabl npuroToBJryieHNA XpOMOCOMHBbIX

npenapartos
NMpamon meton Henpamon meton
(KOCTHbIN MOST, (ntobast TKaHb, 06bIYHO
numdarnyeckmne yanol, 9TO NUMAOUNTBLI KPOBMN)

Oble TKaHK 3MOpMoHa
Ha paHHUX cTaguax
PasBUTUSA U
XopuoH/nnaueHTa go 20-
N Hepenu 6epemMeHHOCTH)




I 1.KynsTBupoBaHue numcouuToB

> 3OTa npoueaypa HeobxoamMma Ans CTUMYNMPOBAHUSA UX AeneHust. 3To CBA3aHO C

TEeM, YTO BO3MOXXHOCTU LIMTOFEHETUYECKOrO METOAa HanpsMyto 3aBUCAT OT
KONMYeCTBa KIETOK, KOTOpble HaxoaATcs Ha cTaaun metadasbl, B TOT MOMEHT
korga XpoMocoMbl cobpaHbl Hanbornee KoMNakTHO. [nMTenbHOCTb
KYNbTUBUPOBAHUS, Kak NpaBuno, 72 Yyaca. YBenuyeHuto Yncna metadasHbix
KNeTok cnocobCTBYET BBeAEHWE B 3aBepLUEHUMN npoLecca konxuumHa. OH
OCTaHaBNMBAET Ha cTaauu MeTadasbl AeneHne, paspyLlaeT ero BepeTeHo n
OBbILLIAET KOHAEHCALMIO XPOMOCOM. 3aTeM KIeTKU nepemMeLllatoTcs B
rMnoToHmnyecknin pactsop. OH NPOBOLIMPYET pa3pbiB AAePHON 060MoYKN U
CBOOOZIHOE [BMXEHNE XPOMOCOM B LiTonnasme




I 2. OKkpawumBaHue

» Ha aton ctagum npouecca KneTkn UKCMpyrTCA C MOMOLLLIO
YKCYCHOW K-Tbl U 3TaHona B nponopuun 1:3. [lanee
CYCIMeH3u0 NoMeLLatoT Ha npegMeTHble cTekna u cywar. B
COOTBETCTBUU C LeNAMU aHanmsa NnpuMMeHAaTCA pasHble
npuemMbl gudpdepeHLmanbHOro okpallmBaHus.
[OnuTenbHOCTb Npouenypbl — HECKOMbKO MUHYT.
OkpalwmBaHne NpmMBOaUT K BO3HMKHOBEHWIO PUCYHKA C
nonepevyHon NcYepUYeHHOCTbIO, CreundmnyHOro ans Kaxaoou
N3 XpPOMOCOM




I 3. Mukpockonmyeckum aHanms

» CambIiM TPy4OEMKMM MPOLIECCOM CYMTAETCHA CBETOBOE
MUKpocKonupoBaHue. [1ns ero BbINONHEHUS Heobxoanma
BbICOKas kBanudukaums cneunanucta. Ytobbl BbIABUTb
XPOMOCOMHbIE aHOManuu, cnegyet npoaHanusnpoBaTth He
MeHbLle 30-Tn nnacTMHOK. BecbMa pesynstatMBHbIMU
CUMTaloTCA KOMMNbIOTEPHbIE METOAbI UCCNeaoBaHUA.




I MaTepMaanO-TeXHM‘-IECKOG OCHauleHue Ans
KapnotTunnmpoBaHus

1Q@MMQMGMHﬁ©M'
| AHAAU3 U3OBPAXKEHUN
|

04/02/2013




I U,I/ITOI'GHETVI‘-IGCKI/II?I MeTo4 U3y4YeHusd Kapmnotuna

> B 1960 r. B 1. [leHBepe (CLUA) 6bina paspaboTtaHa nepsas MexayHapoaHas
Kraccudukauma XpomMocom yenoseka. B ee ocHOBY nernm pasmepbl XpOMOCOM U
NonoXeHne rnepBnMYHON NEPETSKKN — LieHTpoMepbl. Bce xpomocombl no doopme
pasgernieHbl Ha MeTaueHTpuYeckue, cyometaueHTpuyeckue u
aKpoueHTpu4eckue 1 nogpasgeneHol Ha 7 rpynn, 0603Ha4YeHHbIX NaTUHCKUMN
byksamun A, B, C, D, E, F n G. Kaxxgaa napa xpomocom 6bina HagerneHa
OpsiAKkoBbIM HOMepOM OT 1 00 22, BblAeneHbl OTAENbLHO N MOUMEHOBaHbI
naTtuHcknmmn byksamm — X 1 'Y nonosble XpoMocombl. [1pyn BbINOHEHMN MeToda
KapuoTUnmpoBaHNS UCMOSb3YIOT pPasfindHblie KpacuTenn, YTo No3BOSAET BbISBUTb
pasnnyHble gedeKTbl XPOMOCOM.




I HopmanbHbIM KapuoTUN YenoBekKa
(oaHOpOAOHaA oKpacKa- pyTUHHasN)
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I HopmanbHbIM KapnoTun YyernoBeka

(G-okpacka)
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HepeaoBanuie 63HIA0B B xpomocome X, NOJIYUEHHOE PAHLIMA METOXAMMU
nudrdepeHIHANLHOR OKPACKH.

G




I Uounorpamma- cxemaTtuvyHoe n3oodpaxeHue
anddepeHUManLHOU NCYEPHYEHHOCTU XPOMOCOM




I CeneKkTuBHOE OKpawuBaHue

KOHCTUTYTWUBHbI n rerTepoxpomMartuH,

aKTUBHbIEe AAPbILLKO-00pa3sytoLme |
PavoOHbI, LEHTPOMEPHbIE U | <o
TENOMEpPHbIE. NAPAS
| . ¢
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http://ciencia.nasa.gov/headlines/y2006/images/telomeres/caps.gif

I Moka3aHusA K nposeaeHNoO MmetToaa.

NMOJ03PEHNA Ha XPOMOCOMHYIO GONEe3Hb;
MHOXECTBEHHbIE BPOXKAEHHbIE MOPOKN Pa3BUTUS;

HECKOSbKO HeBaronony4HblX NCXo40B BepeMEHHOCTH
(CnoHTaHHbIE aboPTLl, MEPTBOPOXAEHUS);

CTOWKOE nepBmnyHoe 6ecr|no,u,me y MYyXHUH Ny XXEeHLLNH Npn
NCKITHOYEHUN TMHEKOSTOMMYECKOU N yponormquKom NnaToJ10rnu,

Nenkosbl (anddepeHumanbHas oMarHocTrKa, OLEHKa
9(phEKTUBHOCTM NEYEHNS N NPOrHO3)

npeHartalribHasd gnarHoCtmkKa rnocpeancrtsom XOpI/IOH6I/IOI'ICI/II/I
dMHMOUEHTE3a N KopAaoueHTe3a,

OLEeHKa MyTareHHbIX BO34eNCTBUMN.




JKcnpecc-aAMarHocTuka onpeaeneHns nonosoro X-

XpoMaTUHa (I'IO3BOJ'IﬂeT BbISIBUTb B KNeTkax UHTepdasHoro sapa)
B

[TonioBon xpomaTuH obpasyeTcs 3a CHET OAHOWN MHOKTMBUPOBAHHOW X-
Xpomocombl (Tenbue bappa).

PaBHasi BEpOATHOCTb KoHAeHcauuu fobon n3 gByx X-XpoMOCOM.

X-xpomaTtuH (Tenbue bappa) — 9170 cnupanusoBaHHas, reHETUYECKN
HeakTMBHaa X-Xpomocoma.

KonnyecTtso Tenew bappa B agpax coMaTUYECKUX KINETOK 300POBON XEHLUNHbI B
KapuoTtune — 1,

npu cuHgpome LlepeweBckoro —TepHepa - O

Y MyX4unH B Hopme - 0.npu cnHapome KnanHdgensrepa - 1



I Cxema NMHAKTNBaunum X-XpOMOCOMbI
PaBHOBepOSATHaAdA KoHAeHcauns Ntobon n3 AByxX KINeTok paHHero

amMbpunoHa X-XpomMOoCoM
x ()X

. 'x @y

I'IpﬂMoe HacrnegoBaHue MHaKTI/IBI/IpOBaHHOI/I xp Mbl

O @@

AMOe HacneapBaHue MHaKTM‘B}QBaHHOM XA‘I

3TOM KI1IOHe 5KTVIBHbI B 3TOM KJ1OHEe aKTUBHbI
TONbKO XM TonbKo X,



HopmanbHbiit KapuoTun

Tpucommsa XpoMoCoMbl 7

Tpucommns xpomocomb! 19

[uddeperumansHoe G-oxpalumeanue

FISH

DAPI

46, XY 47, XY, +7 47, XY, +19
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//upload.wikimedia.org/wikipedia/commons/b/bc/Trisomy_of_chromosome_7_and_19_in_human_neural_progenitor_cells_cultured_in_vitro_rus.tif

I MoneKkynspHO-UMTOreHeTU4YCKMe Metoabl
MeTtop chnroopecueHTHOM rMbpuansaumm

) FlhRLeserBes.. st hyhridization) .

0COBEeHHOCTU HYKNEeoTnaHOro cocrtaBa KOHerTHOVI
XPOMOCOMbI UMK ee OTAESNIbHOIO y4acCTKa.

/(\ » Metog ocHOBaH Ha rmbpuamsaumm N3BeCcTHOW No
‘ HykneoTuaHomy coctaBy [JHK-npobbl ¢ y4acTkom
\ I, TECTMPYEMOW XPOMOCOMbI U C NOCIIeAYHOLLNM
BbIIBIIEHMEM pe3ynbTaTa rubpuamsalmm no MeTKe —
driyopecueHTHOMY CUrHany B OXXngaemMom MecTe.

WY -y
E‘B)E H ,g” ﬂlmﬁ H H >  Korga crneayeT ucnonb3oBaTthb FISH?
ﬂ I E'HIEU mﬁﬂ I il | H E > [lpu onpeaeneHnn KonnYecTsa OTAeNbHbIX XPOMOCOM B

KMeTKe, Koraa KapuoTUNMpPOBaH1E HEBO3MOXKHO M3-3a
I Bimi ﬂm dofoe e Dol Marioro KonmyecTa Marepuana

Mlgﬂ ‘00F mepeg el ﬂ H §;- > [lpn onpegeneHnn HecbanaHCNMPOBaHHbIX CTPYKTYPHbIX
' ' i nepecTpoek



I KapTuposaHue FISH-meToaom

dnyopecueHTHad
MeTKa OHK-30HA
e
Y4acToK XpOMOCOMBblI,
KOMMNeMeHTapHbIN

30HAOY

r

MeTtadasHble XpOMOCOMbI C METKOW



http://upload.wikimedia.org/wikipedia/commons/d/dc/Bcrablmet.jpg

I HepocTaTku MpeumyulecTBa

FISH-meToaa FISH-meTona

> [1opOorocTosALLMIA » LocTosepHbIi

» BblCOKagd paspeluatoLlas

» dryopecLeHTHble Kpacutenu
CNoCcoBbHOCTb

ObicTpo "BbluBETAOT"

> Bo3mMoXHOCTb nccnegoBaHus
reHeETUYEeCKoro matepuana B
NHTEepPdra3HbIX aapax

» [na aHanusa pesynsraTtos

oxognm
bICOKOK@4eCTBEHHbIW
pryopecuUeHTHBIN MUKPOCKOM > nornydyeHne 06beKTUBHbIX
pes3ynsTaTtoB no npuHuuny "ga/Het"
9TO KONMUYECTBEHHbBIN METOL,

» OTHOCUTESIbHO NnpocTasd
NHTepnpeTauns pesynsraTtoB



» VHauBuayanbHOro okpalivMBaHus
KaXKa0N XPOMOCOMb!.

> (BBISIBNSAIOT MEXXXPOMOCOMHbIE
MEePECTPONKN)

» [NpnmeHeHue -
OHKOUMTOreHeTuKa

MynbTuuBeTHaa FISH u cnekTpanbHoe KapnoTunmpoBaHue



I MOHGKYHFIpHO-LI,VITOFeHeTVI‘-IeCKVIe cneuuvarsibHble

MeToAbl:
OHK-30Habl, MeTon CGH (Comparative Genome Hybridization)
MeTtoa dontoopecueHTHOU rmbpuamnsaunm in situ (FISH)

TETPANAOHAHS e

£

Monocomua 1




KonbueBblie
aeneuunu
deneuunsa 3q

FISH: onpeaeneHve mukpoaeneuun  FISH: onpegenexne MUKpoaeneLmm

npv cuHapomax MNpagepa-Bunnum un npu cuHapome OQuxopoxu
AHrenbmaHa

Normal15 &

-

del(15)

Hemyosea M.B., 2011




I TexHonornss MuMKpoomoumnoB

NHCTUTYT MonekynsipHon 6uonorum
nm.B.A.OHrenbrapara PAH, MockBa

Rifampin-susceptible
straan

Rifampin-resistant

strain

Point mutation w S
identified at pos. 531




CpaBHuTeNnbHaA reHOMHasa rubpunansauusa
(aCGH)
NMpuHUMN MeToAa

» Meton aCGH ocHoBaH Ha cpaBHeHUM ABYX oOpa3LoB
reHeTU4YecCKoro matepuvana: nccrieyemMmoro n KOHTPOJSIbHOro
(KOHTPOrbHbIN 0bpaseL (MY>XUYMHbI U KEHLLUWHbI) 3aBe4OMO U3BECTEH
N 300POB).

> OTn obpasubl MEeTATCA 30HO4AMW, OHW HAHOCATCA Ha MUKPOYMUN C
nocrenoBaTesibHOCTAMU  ONIUTOHYKNEOTUAOB UM OXBaTbiBAKOT OSIUHY
BCeX XpomocoM. [lokpbiTne coctaBnser 60 TbicAd Toyek Ha 1
XPOMOCOMY.

» COOTBETCTBME WHTEHCMBHOCTM CcuUrHanoB pAaeT WHdopmMauuio o
YMCINEHHOCTW yyacTka. 3eneHbll LBET «TOBOPUT» O MoTepe y4yacTka,
KpacHbIN — 06 yBENUYEHUN YNCITIEHHOCTU Y4aCTKOB.




CkaHupyroTcs pesyrnbraTbl KOMNbIOTEPHOW NPOrpaMmMon, U BbldaeTcs
pesynbTaT B Buae cBoeobpasHon anarpammbl. Cam rpaduvk BoIrMSanT B
BUAE NPAMOU NIMHUKU, pa3MeYeHHOW No napam XPOMOCOM, HaNpoTMB Napbl
XPOMOCOMbI C AedeKkTtaMn — NOoABMIAITCS pa3pbiB NPAMOU U NOMETKa O
HexBaTKe U1 yaBOEHUN XPOMOCOMbI B BUAE YepThbl COOTBETCTBYHOLLEIO
LBETA: BBEPXY YABOEHHAasA 3eneHas, BHM3Yy HedocTalLlasa KpacHag.

Array Comparative Genomic Hybridization (a-CGH)

CpaBHUTEeNbHass reHoMHasi rmbpuansaums Ha HocutTerne (MaTpukce)

1) 2) nNasepHbi ckaHep Agilent 4) NToroebii
Nccnegyemas PedepeHcHas npodcdunes
AHK AOHK ; .

L
CMECb

5

MGpuanzauus l
c ymnom

JlazepHbi
cKaHep i

v

Oynnukauuns deneuuns

|00




I KnuHuyeckoe npumeHeHue aCGH

Y

MpegumMnnaHTaUuuoHHasa AnarHocTuka

Y

MNpenoHaTanbHas guarHocTuKa

> [narHoctuka npw HeBblHaWIMBaHUN GepeMeHHOCTH
NocTHaTanbHaA AuarHocTUKa npu:

BIMP

» HegundpepeHUnpoBaHHOW YMCTBEHHOM OTCTasNIOCTH

» MOHOreHHOW naTosiornun (MbleyHast gucTpodumsa anctpodumd
[ioweHa)

> OHKOJI0rM4ecKkon naTtornorum

> BepudurKaumm pesynbTaTtoB UMTOFrEHETUYECKUX UCCNeaoBaHUN

CGH — eQuHcmeeHHbIlU Ha ce200HsA Memod, no3eosisrowuli npouseecmu
MOYHYI KOJTU4EeCMEeHHYH OUEeHKY MUKPOOesIeUUOHHbLIX U
MUKPOOynuKayUOHHbIX U3MeHeHUli 0OHOMOMEHMHO 60 8CeM 2eHOMe.




BnaHkKk 3aKkn4vyeHus

e e pANDHOE FOCYSEPCTEEHHOE DIOOMMETHOE YHp-EaE HHe
"Hay<HbIA WEHTD SKyLWE DCTES, MMHE HOAOTMM M Me DUHSTONOMMM MMEHMW SHaaemuea B M. Kynakwosa™
MW MCTE pCTES 34p3B00XpaHe HHA Pocouickoi ®eqe pagun

MNaGoPaTOPMA RMOMAE K AR PHO-NE HE THSE CRMX ME TOL0E.

MperMIITaHTANHOHHBIN FeHeTHY & CKHMA CKPHHHHT
METOI0OM CPABHHTE/IHBHOH MFEHOMHOH MEGDHIHSa I s,

MauyreHT: Heanosa Enena BnagmmuposHa, 23.08.1976r.p.

Bpaq: NeTpos A A

Smbprmonor: Choopoesa MW _A

MapHMpOoBHa NPpeaoCTaBNeHHOroMaTe p1anaal, ad, a6, a7, a8, a9, al0,all
OaTta NpeocTaBneHMA MaTeprana: 15 aerycta 2013 r.

IDcnakna: 252192417777

Mony4eHHEBIE BE3YNETATE

M| Y 3mbpron | Pesynetar MNpumedar e
1| 252192417777 _1_1 al ML, WY

2| 252192417777 _1_2 ad +21, XX

3| 252192417777 _1_3 as METE GO NN AOH EIA

4 | 252192417777 _1_4 a7 +3.+5.-21, XX

S | 252192417777 _2_1 as M0

6 | 252192417777 _2_2 a9 ML XX dell, amp3
7| 25219241 FF7F7_2_ 3 alo -19, XY

8 | 252192417777 _2 4 alil M XY

Sawnoue e [na nepeHoca Pe KomMe HOoBaMHsl 3mMmEGpuorsl Homep 1 M 11,

Bpau:

ErmMmos A H.
17 asrycrta 2013 roaa.




MOAYMEHHEIE PESYABTATE.

N[ Yun Imbpuod | PasyaeTaT NpUMEYaHKE
1[252182417777 11 al N, XY

2 25219241????_1._2 ad +21, XX

3 25219241????_1._3 ab [ETERONAOKAHEIN

4 25219241????_1._4 a7 +3,45,-21, XX
5252192417777 _2_1 a8 HO

] 25219241????_3_2 39 M, XX dell, amp3
7 25219241????_3_3 all -19, XY

8252192417777 1 4 all N, XY

Jawnoueume: [lna nepexoca peomeHa08ambl 3MOpuonel Homep 1w 11,




I NMpenmywiecTBa cpaBHUTESNIbHOU FEHOMHOMN rMOpuAN3aLnn:

> CeedeH K MUHUMYMYy 4esioee4vyeckull gpakmop, Becb aHanu3 aCGH
(ckaHnpoBaHue, obpaboTka pesynbTaToB) NPOBOANTCA KOMMbIOTEPHON
nporpammMon. Bpay-reHeTuk ToNbKO MHTEPNPETUPYET pe3ynbTaThi.

> Ycnex nporpammbl AKO ¢ CGH Ha mukpounnax gocturaet 70%. AHanna
NO3BONSET BbIOpaTb OAMH NydLINK 3MOPUOH nepen NogCcaaKon U NONyyYnTb
OOHONNOAHYH BEPEMEHHOCTb, MUHYS MHOronnoaue npu 3KO.

BO3MOXHOCTb NO3TanNnHOro npoBeaeHNUs — MOXXHO obcregoBaTth
aMBpPMOHbI B HECKOSBbKO 3TanoB. CHavYana onnadnBaeTcs buoncusi Bcex
NOSTy4EeHHbIX 3MOPMOHOB, HO Ha aHaNM3 MOXHO OTNPaBUTbL  MNapTUIO
COCTOSALLYIO, Hanpumep, n3 3-4 amMopunoHoB. NoKkpbiBaeTcst CTOMMOCTb
aHanusa anss  BblOpaHHbIX AIMBpMoHOB. bruoncnnHbln Mmatepuan ang
OCTalnbHbIX NoABepraeTca 3aMopo3Ke U XpaHeHuto. Ecnu B pesynbraTte
obcnenoBaHUs NoNy4YeHbl eanHNLbLl 63 reHETUYECKNX aHoManum —
genaoT nogcanky. Ecnu ns naptmmn Bce aMBPUOHbLI C NaToNornmen, Hy>KHo
coenatb aHanu3 CGH ans cnegyrowen naptum.



Kak n nroooun metoa, CGH nmeet cBon HepgocTaTku

CToMMOCTb. OTO AOPOroCTOALWMA METOA, KaK NpaBumno, B
npancax penponyKTUBHbLIX KNUHUK YKa3blBaKOT LIEHY
nccnegoBaHmsa 1 ambpmnoHa, HoO BO3MOXHAa rnoaTtanHas onnara
1N MOCTAHOBKa aHarnmnaa.

3aHUMaeT NpoaoMmKUTEeribHOe BPeMS Mo CPaBHEHMUIO C
metoaom FISH.

UmeeT orpaHnyeHmnsa no BbiiBeEHNIO cbanaHCcUpoBaHHbIX
TpaHcrokauun,



Oepmatornucgpunyecknmn

MeTo4 TOXe npeanoxeH
FanLTOHOM

MeTon nomoraet B
ANarHocTuke
HacneaCTBEHHbIX CUHOPOMOB



http://upload.wikimedia.org/wikipedia/commons/e/ec/Francis_Galton_1850s.jpg

I Oepmatornucdunyeckumn merton

4 (derma — koxa, gliphe — pucoBatb) nsyvaer

penbed KOXW Ha nanbuax, 1agoHsaX U NOAOLUBEHHbIX
MOBEPXHOCTAX U OCHOBHbIE crmbatenbHble NMHUK NagoHeN
1N NoaoLLB

OTNU4YMe OT APYrnx YacTen Tena 30ecb MMEKTCA anMaepMarnbHble
BbICTYMbl — FPeOHKN, KOTOPbIE 00PAa3yOT CNOXHbie y30pbl. Elle B
apeBHeM B Kutae u MHanm obpatunmn BHUMaHME Ha TO, YTO PUCYHKU
KOXXHbIX Y30POB Ha narnbliax 1 NagoHsX CTPOro NHAMBUAYaNbHbI, U
nonb3oBanuncb oTnevyaTtkamu nanbLEeB BMECTO MOAMUCH.

> Ha 3emne Hem 0de8yx sirodel ¢ 0OUHaKO8bIMU PUCYHKaMU Ha
nanbyax, kpome Mb y komopbix % KOHKOpOaHmMHocmu
cocmaesisiem 98%.


http://upload.wikimedia.org/wikipedia/en/8/87/Fingerprint.jpg

[epmaTtornndunka Kak MeTod reHETUYECKOro
aHanusa obin npegnoxeH B 1961 roay
Kamuurc u Muano, a B 1967 rogy nocne
BHECEHUS OOMNOSTHEHNN U N3SMEHEHUW Dbl
YHUpMLmpoBaH Ha JIoHOOHCKOM
MeXOyHapoa4HOM CUMIMO3nyMe no
aepmarornnduke.

B 1982 roay ®. NanbTOH npennoxun
Kraccudukaunto y3o0pHbIX TUMOB, NO3BOSTUBLLYIO
NCrosib3oBaTh 3TOT METOoA ANst nAeHTUdUKauum
NIMYHOCTU B KPUMUHANMUCTUKE, cyaebHOM
MeauUuHe, Npu onpeaeneHnm 3uroTHOCTH
6nn3HeLoB, B aHTPOMNOOrnu.



Tpn OCHOBHbIX BUAa nanbLeBbIX Y30POB



http://en.wikipedia.org/wiki/File:Arch.jpg
http://upload.wikimedia.org/wikipedia/en/0/0c/Loop.jpg
http://upload.wikimedia.org/wikipedia/en/e/ee/Whorl.jpg
http://upload.wikimedia.org/wikipedia/en/5/5b/Tented_arch.jpg

AmepukaHcKkum reHeTuk Pand
(Rife DC) koHcTaTupoBan, 4YTto HET
OPYroro Korim4eCcTBEHHOIO
BapuabernbHOro npusHaka y
YyerioBeka C Takon BbICOKOW
HacrneayemMoCTb N OTCYTCTBUEM
MEeHEeHUN Npu BO34eNCTBUM
nocTHaTanbHbIX OAaKTOPOB... MEHEE
NoOYNHEHHOro KonebaHuwo B
yacToTax, Bcneacraume
reHeTu4eckoro gpenda... T.e.
obnapgatoLwero yHMKanbHbIMU
cBOMCTBaMu




depmaTtornnduyeckne oTTUCKU PYK




I KnrouyeBble cBOMCTBA AepMaTornnPuku:

» obecneyeHne NpocToro N3AMePEHNSI KAYECTBEHHbIX U
KOSINYECTBEHHbIX BUONOrMYECKNX NPU3HAKOB,
oTpaxatowmx pasmep n opmMy BONAPHbLIX NoAyLleYeK
nroaa;

» chopmMmMpoBaBLLUMECA MPU3HAKN AepMaTOrNMNAOUKA He
N3MEHSAIOTCA NpU danbHEWLLIEM POCTE N Pa3BUTUU
nnoaa, pebeHka 1 B3pOCIIOro YesrioBeka;

> Oepmarornnduka BKo4aeT B cebsa Hanboree
Hacrneagyemble XapakTepUCTUKU N OQHOBPEMEHHO
oTpakaeT adoeKTbl Nnosia, pachl, FreHHbIX MyTaLuu,
XPOMOCOMHbIX Ae(EKTOB N TEPATOrE€HHbIX
BO3ENCTBUMN;




I KnrouyeBble cBOMCTBA AepMaTornmuku:

> BOJ1APHbIE CKIMTaAKN TECHO B3aMMOCBA3aHbl B Pa3BUTUN C
noaniexxawmmmn cyctaBaMum.

» gepmartornmduka MoOXeT oTpaXkaTb HapyLUeHUS
npeHaTasribHOro pasBuUTUA NMNPU OTCYTCTBUN OPYTrnX
KANHNYECKMX CUMIMTOMOB 3TOM0 HapyLleHus;

aepmartornnudunka obecneumnBaeT n3MepeHmne comaTn4eCckon
CUMMETPUN UINN reMNONCTPOPUN paHHUX CTaann pasBUTUS
aMOpKUOoHa 1 Nnoaa;

> BOJ1APHbIE CKITalKU TECHO B3aUMOCBA3aHbl B Pa3BUTNN C
noanexawnmm cyctaBamMmm.



I KniouyeBble cBOMCTBA AepMaTornnpuku:

» [pn HEKOTOPLIX HACNeaACTBEHHbIX DOMNE3HAX N HApPYLLEHUSX B
XPOMOCOMHOW CUCTEME YerloBeKa N3MEHHAETCA HacregoBaHme
B CTPYKTYpPe KOXHOro penbeda nansues, flagoHen 1 cton,
oTpa)kasicb Ha doeHoTMNE aepmMmaTornMdmnyeckoro KomMmnnekca
erioBeka.

» B page cny4yaeB oOHapyXeHHble U3MEHEHNA MOXHO
MCnonb30BaTb B Ka4YecTBe OOMOSTHUTENbHbLIX ANAarHOCTUYECKUX
NN MPOrHOCTUYECKUX KPUTEPUEB, A TaKXKe Npu MeauKko-
reHETUYECKOM KOHCYIbTUPOBaHUM.




I dopmMupoBaHue rpedeLlKoBON KOXMU

» [lpouecc npoucxoaut B 3-5, 3-6 mecsueB
BHYTPUYTPOOHOIo pa3BuTUS YENOBEKaA.

» CTaHoBrneHne nanunnapHoro pernbeda KOXu B
donnoreHese n dopmMnpoBaHmne ero B OHTOreHese
YyerioBeKa OCYLLECTBIISAETCA B o0LEeM pycne
pPa3BUTUSA rPEBELLKOBON KOXM KaK LIENTOCTHOIO
TaKTUNbLHOIO OpraHa.




» MoarotoBUTEsIbHbLIN 3Tan XapakTepusyeTcd
CTaHOBJTIEHNEM KOMMNETEHLUMN K rpedHeobpa3oBaHmio,
NOAroToBKOM oOoHa, HAaKoMS1IeHUEM COOTBECTBYHOLLNX
NHOYKTOPOB U PENPECCOPOB, KOTOPbIE HEOBXOANMBI ANS
«3anycka» reHoB, AeTEPMUHUPYIOLLNX rpebHeobpa3oBaHme
n dbopMmnpoBaHME NaNUINSPHbIX PUCYHKOB.

ITOT 3Tan ANUTCA ¢ KoHUa 8-u oo Hayana 10-u Heaenu
3IMOpunoreHesa.




> JT1an rpedbHeobpasoBaHmna n hopMmmnpoBaHNA TUNOB
nanunnapHbIX y3opoB — Ha 10-11-1 Hegene
9MBpPUOHANbLHOIO Pa3BUTUSA «cpadaTbiBaOT» reHbl
rpebeLlKOBON KOXMN, KOTOPbIE «3anycKalT» Ceputo
nocriegoBaTenbHbIX MOPOreHeTn4YeCcKnx NpoLecconB
dopMUpoBaHUA cneuuduiecknx getanemn rpedbeLlkoBou
KOXW, B TOM YUCI1e N NOBEPXHOCTHOrO peribeda.

JTan AnuTcH ot 22-24-n Heaenv BHYTPUYTPOOHOro
pa3BUTUA Nnoaa, penbed KoXun gocturaer
Ae(PUHUTNBHON 3PENIOCTU.




» Takum obpasom, K poxxageHuto pebeHka ero rpedeLlkoBasi Koxa
roToBa K TaKTUNbHbIM BOCMPUATUSAM.

» 3aKknagka nanunnspHbix rpedewkoB n doopmupoBaHue
Yy30pOB pa3finiyHbIX KOH(pUrypaumm aetepMmMHNpPoOBaHO
pPa3fiudHbIMU FreHHbIMU CUCTEMaMU: 2pebHeobpa3osaHue —
reHamu rpebeLwikoBoun koxu fs (friction skin), a
dopmupoBaHue y3opoe - reHamu cuctem A,L,W. Nlencteue

eHoB friction skin 060cobneHHO, TakK KaK 6onbLluas 4YyacTb

NTafoOHU N CTONbI YenoBeKa 3aHATa NanUnnApPHbIMU

NIVHUAAMU, HEe oOpa3yrLnMM onpenerieHHOro PUCyHkKa.

» Tnn n opmeHTauusa ysopa c BO3pacTtomM He MeHdAeTcs. He
MEHSIETCSH N TAKOM KONIMYECTBEHHbIW NoKasaTerb Kak rpebHeBom
CYET (NTOKanbHbIN U TOTanbHbIN).



I [unarHocTu4yeckue Kputepum paspaboTtaHbl ANA TaKUX
3aboneBaHUNn, Kak:

» cuHgpowmbl LLepeluesckoro-TepHepa, KnanHdensrtepa, ayHa, cuHopom
PybuHiiTenHa-Tendwn n ge JlaHre, kKOTopble COMPOBOXAATCS BPOXAEHHBIMUA
NopoKamu rosioBHOro Mo3sra (fetanbHble OpPMbl NATosIorMm nnoga HeyTOMHEHHOM
aTnonornn, cuHapomarsbHble OpMbl 3a4EPXKKN BHYTPUYTPOBOHOIro pasButumg,
comaTtmnyeckass aCUMMETPUA, XPOMOCOMHbIN MO3anUn3M, CUHOPOMbI "MPOTAXKEHHOIO

" (contiguous gene syndromes),

BpOXfieHHble AedeKkTbl KOHEYHOCTEN, CUHOPOMaNbHbie POPMbl BPOXAEHHbIX
nedekToB HEYTOMHEHHOW STUOMOIMMK, 3a4ePXKKN MCUXOMOTOPHOrO PasBUTUS UIN
ofinrocppeHunu,

akpoaucrnasunun, aktogepmMmalibHble aucrnna3nmn, ancria3nm COEAVHUTESTIbHON TKaHW,
aHOoOMal1nun rnorJsia, ancnina3nn aepmMmalibHblX rpe6HeV|;

Npu BIIUAHUM TepaTOreHHbIX BO34ENCTBUN;

BNUSHUN psaga HeuHMeKUMOHHbIX 6one3Hen: I'b, 3P y manb4mkoB 1 OEBOYEK,
runepanaporeHnn y gesyuwek, CIIM y manes4mkoB, peBMaTnyecknx 3aboneBaHnm
(FOPA, KOXA, PeA), si3BeHHON BONesHu.




JNNTapoHHbIN penbed YenoBeka CNOXHbIW, pa3nuyaloT 14 nonen un 11
noaylueyek, KOTopble pa3MelleHbl Ha Nonsax; 5 nogyLweyek
pacnorioXxeHbl Ha KOHUEBbIX hanaHrax, 4 - HaNPOTUB MeXnanbLueBbIX

NPOMEXYTKOB (MexnanbueBble NoAYLIEeYKN); BbIAENAKT 2 NafoHHbIe
noaywedkn — meHap (Th/l) u 2unomeHap (Hy).

AEPMATOTINOUKA




Ha puctanbHbIX ¢panaHrax nanbueB pyK BblAENSAOTCA PUCYHKU
3 OCHOBHbIX KOHtbu v

Mo opueHTauum ysopa Ha

NOBEpPXHOCTU NanbLeBoOun
AYyLIeYKn pasnuyar

MCYHKM

— yrnbHapHble (U),

- paguanbHbie (R)

U CUMMETpPUYHbIE (S).

MHoroo6pasHble y30pbl

perncTpupyrorcs

Ha nagoHu

(neTnu, 3aBUTKW,

COYeTaHHble y30pbl,

cnuvpanu).




HN3KAaA
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3ABUTOK  METNS

CTeneHb CIIOXXHOCTU Y30pOB



I NMpuHuMn metopa

3aknyaeTcs B Nofyd4eHnn oTTUCKa nanbueB, NagoHen U No4OLWB Y
nccnegyembix nuu, MeToaomM TUnorpadpckom Kpacku, Tak OH JaeT YeTkme
OTrneYyaTKkn, KOTopble COXPaHATCA OECATKM NET.

[Ong nonyyeHust otneyaTtkoB HeobXoAMMBbI: CTEKIO UNKU 3epKarno,
PE3VHOBLIN Banuk, TUNorpadckas Kkpacka, CTEKNAHHaa nanoyka, oymara.
Ha nanbueBbIX U NagoHHbIX NogyLlevkax KoXXHble rpebeLlkn nayT Tpems
noToKamMm, TOYKM BCTPEUN 3-X MOTOKOB 00pasyoT Tpupaauycbl Unu
aenbTbl. Ha kaxxgon us 4-x mexnanbLueBbiX nogyllevkax ecTb Tpupaanychl,
oTopble 0603Ha4atTCs ManbiMmn DykBaMm naTtnMHckoro andgasuTa (a, b, c,
d), HauMHas OT ykasaTenbHOro nasbla U 3akaH4MBagd MU3NHLIEM, OT 3TUX
Tpupagnycos nayT rnaeHble nagoHHele nuunn (A, B, C, D), koTopble
3aKaH4YMBalTCS B pasfnyHbIX NOSISX.

Kpome nanbueBbiX U MeXnanbLeBbiX TPMpaguycoB Ha NnagoHAX eCTb U
oceBble Tpupaguyceil (t).




depmaTtornnduyeckne oTTUCKU PYK




» 3asumku (W) —

» 00OblYHbIN Y30p, Yalle nokanunsyetrcsa Ha 1-om 1 4-om nanbue. O4eHb peako y naumeHTa
BCTPEYaoTCA U 3aBUTKM U Oy (KOHKYPUPYHOLLME Y30pbl), YTO ABNAETCA ANAarHOCTUYHbLIM
MPU3HaAKoOM CUHOPOMOB Tpucomumn 8 mosanumnama n Tpucommm 13. Hactota 3aBUTKOB
CHWXeHa npu cuHgpome XXY.

> NoBbIWeHHasa YacToTa 3aBUTKOB unv 3asuTkos yBENMYEHHOTO

pa3mepa obHapyxmBaeTcs rpu credyrouwux 3abonesaHusx: 189-, 9p-, 5p-, apTporpunos,
kamnTogakTunus Tel-Hashomer, cuHgpom JlapceHa, cuHgpom ®pumeHa-LengoHa,
MUKpoCTOMUS, cuHapom XonTt-Opama, Tpuxo-puHo-hanaHreanbHbl cuHapom 1 Tuna,
opo-dhaumo-gurutanbHbl CUHAPOM, CUHAPOM KpacHyxu (ambpuonaTtust), BO3MOXHO
LMTOMeranoBupycHas ambpuonatus, cuHgpom Cmuta-Jlemnu-Onntua.

» lpeobnagaHne 3a8UMKO8LIX Y30POE orveuaetcs npu
aKaHTONMUTMYECKOM AUCKEepaTUYECKOM JepMaTo3e, CEMENHOM TMHIMBanNbHOM
dmbpomaTtose, Npu BapuaHTe cmHapoma cutis laxa (cmHgpom anacTtosa-nenpeyayHnama),
cnHgpomMe Bunbsamca n cuHgpome "macku Kabykun".

» Psi0 aemopoe cyumarom npeobradaHue 3asumkoe Kak 6uosio2cuvdeckuli MapKep
Heonasul: paka MOJIOYHOU KeJsie3bl, ceMelHbIx Heomna3ul, Heupogpubpomamo3sa
u 1etikosa y demed.




I 3aButku (W)




I YnbHapHble netnu (LY)

w > YNbHapHble netnu — (LY) - obbl4HbBIN y30p,
\§\\\\“ PEOKO ONArHOCTUYEH.

A
AN
winaty
. \LV;.
AR
A\ .

» OpgHako npu cuHgpome dayHa  (dpeHoTtun 10
netenb) 1  cuHgpome KnanHdgensrepa
YyacToTa yNbHapHbIX NeTeflb  OTYETIIMBO
NnoBbiLLIeHa.




I PapgunanbHble netnu (LK)

» OTHOCUTENBLHO HEODBIYHLI. IMEIOT YETKO BbIPpaXXEHHYIO
TeHOEeHUMIO K NoKanusaunm Ha ykasaTernbHOM narnbLe O5ns BCcex
nonynaunm n peakyto 4actoTy BCTPeY4aeMoCcTu Ha 3-eM 1 4-om
nanbLuax, NCKIYNTENBHO PeaKkm Ha MU3NHLAX.

» Hanunyne egnHcTBEHHOW pagnanbHOM NETN HA MU3NHLE
BUAOETENbCTBYET O HANU4YNM PEOKON BPOXAEHHON NATONOrUN.

INNokanusauus LR Ha 3-5 nanbuax MOXeT CBMAETENbCTBOBATL B
nonb3y criegyowmnx gnarH03oB: cuHapombl dayHa, ge Jlanre, 3p-
, Tpynnongumn, parunbHon X, metapusapHoun gucnnasmm, TAR
cCuHgpoma.

> [Npn bpaxmpgakTnmmn n TpexdanaHroBom nepBoM nanbLe KUCTU
OTYETNNBO MOBbLILLEHA YacToTa paguanbHbIX MeTenb.



Ryrn (A)

-t

|

P




I Ayru (A)

» [lyau (A) peoko BCTpedaroTca Yy 6enbix My>X4nH, vyaule - y
XXEHLUWH 1 alppuKaHLEB.

» B HEKOTOpPbIX ceEMbSX Oya2u PErMCTPUPYIOTCA HaCcTO U MOryT
oTpa)kaTb 3(PdPeKT ayTOCOMHO-AOMUHAHTHOIO reHa.

» Hanbonee yacto Oyza oTMe4vaeTcsa Ha ykasaTesfibHOM narsbLe
N YaCcToTa ee BCTPEYaeMOCTU YMEHLLLAETCS B yrIbHAPHOM
HanpaBfi€HUM C CaMbliM HU3KUM MPOLIEHTOM Ha MU3NHLE.




I Ayrw (A)

» besoTHOCUMTENLHO NPUYKMHBI Oy2u YKasblBalOT Ha MMNonnasvio TepMUHanbHbIX
danaHr nanbues Kuctn. Hanuuune 5 n 6onee ayr TpedyeT TWaTeNbHOro
obcrnenoBaHus nauMeHTa C Lenbio UCKIKYEHNA XPOMOCOMHOM MaTonormm unu
TepaToOreHHOro BO34encTBusl Bo BpeMst bepeMeHHOCTH (rmgaHTONHOBBIN
CUHOPOM).

» /Ily208ble y30pbl HaCTO BCTPEYaTCs Npu pasnnyHbiX dpopmMmax dpaxmaakTuinm
N akpoamcniasun,

> [lpeobnagaHue dye OMarHoOCTUYECKU NpusHak Tpunnouauu, Tpucommmn 18,
Tpucomum 8 moszanumama, Tetpacomuun 9, nonncomumn X, cuHgpoma XXV u
XYY, ncesgornnonapatupeovngnama, cuHapomo PybuHwitenHa-Tenon.



I OcobeHHOCTN AepmaTornucpukn npu
cuHppome [layHa

CUHIPOM JIAYHA T




BapMaHTbI crmbaTtenbHbIX CKNaaok


http://upload.wikimedia.org/wikipedia/commons/d/d9/Single_transverse_palmar_crease_adult.jpg
http://upload.wikimedia.org/wikipedia/en/1/1c/Simian_crease2.jpg

I Ocob6eHHoCcTH aepmMmaTornMdUKn Npmn HEKOTOPbIX
cMHAapomMax

» CnHgpom 3aBapaca — ayrm Ha Bcex narnbuax

» Cungpowm [layHa — ogHa crmbaTtenbHasa cknaaka

» CuHapom TepHepa — Bce 3aBUTKM Ha Narbuax

» CuHgpom PybunHwTtenHa-Tanbu — CrioXHbI V30D Ha TeHape




I BuoxuMmmnuyeckuun merton

» Wcnonbayetca ans nsydeHusi pepmMmeHTonaTtum — Mmytauum,
HapyLarLwmx paboTy epMeHTOB.

> B KpoBU 1 Moye OomnbHbIX BbIABMASAOTCSA onpeaeneHHble
XUMUYECKNE COEANHEHMS.




CyTtb meTopaa:

*
n3y4yeHne xapakrtepa

BUOXMMUYECKMX peakunii B
n3me;

NO3BOSMSAET OOHAPYXUTb

HapyLLleHus B oOMeHe
BELLEeCTB, Bbl3BaHHbIE
MyTaunaAMN reHoB.

BuoxuMmunyeckmnm merton,

HacneactBeHHble bone3Hn obmMmeHa

yrneBoaHoOro
obmeHa

caxapHbIN
anaober
(MmynbTUdakTop
nanbHoe
HacrnepoBaHue)

BellecTB

AMUHOKUCIIOTHO
ro

deHUnKeToHYpH
A
(ayTocomHo-
peueccuBHoe
HacnenoBaHue)

amnugHoro m
Aap.

6onesHb Tesn-
Cakca
(ayTocomHo-
peueccuBHoe
HacnenoBaHue)



NMpumepbl hepmeHTONaTUN

[lepBoe onucaHHoe

HacneacrBeHHOro HapyLweHund
obmeHa BelecTB (Apyubansd Mappod

6 Hayane XX geka)

MeIrlaHUH
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N Tak garnee



PaccmoTpum nogpobHee oomeH
deHnnanaHuHa u pasBuTue
deHunketToHypum (AR)
OMIM 261600 wn 261630




]

[DerHnanaHViH|
CvHTe3 benka PeHrnanaHvHoKcvraasa
MeHuNNMMpoBUMHOrpaaHan MeHuNyKCcycHan menmnlmonounan
L= |
! | |
Mosr MNeyeHb NMoukm
(HakonneHwe) (Hakonnenve) (BbiaeneHve)

-

&£

MeHMNreKOHOBbIE Tena

deHUNKeTOHOBLIE Tena
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I [Mpu deHnnkeToHypumn (PKY) HapyLieHo npespaLleHne
doeHnnanaHuHa B TMPO3UH (Knaccuyeckasi popma)
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http://www.mygeneticdiet.ru/UserFiles/Image/phenylketonuria_pathway_2.gif

(Apynbanba Frappoa B Ha4dYase XX Beka)
Mpumepbl depmeHTONaATUN

i |

I NMepBoe oNMCAHHOE HOCAEACTBEHHOIO HaOpPYLUEHUS OOGMEeHa BEeLLeCTB
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CU++
KOXa |
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(Apunbaaba Fappos B HadYaAe XX Beka)

I NepBoOe ONUMCAHHOE HOCAEACTBEHHOrO HApyLeHUs oOMeHa BeLLeCcTB
Mpumepbl hepMmeHTONaTUM
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HeoHaTanbHbIN CKPUHUHT — «IPOCENBaHNE»
BCEX MINAAEHLUEB Ha Hanun4yne
Buoxnmmyecknx gedekrTon




B HacTosILee BpemMs AeTer TeCTUPYIOT HA
BbifiBNeHne peHNNKeTOHYpMU, MyKOBUCLINA03a,
BPOXOEHHOIo rMnoTnpeo3a, aapeHoreHNTanbLHoro
CMHAPOMA U ranakTo3emMum

[Tpn BbIGOpPE 3aboneBaHnn ANst HeoHaTanbHOro CKPUHUHIA, B
COOTBETCTBUU C pekomeHaaunamm BO3, yunteiBanncb Takne
doakTopbl, KakK TAKECTb NPOABNeHNst 3aboneBaHnn, 4YacTtoTa
pacnpocTpaHeHus JaHHbIX 3aboneBaHnin, a Takke npocToTa u
OOCTOBEPHOCTb MPUMEHAEMbIX METOA0B ANArHOCTUKN,
Harnmyne OOCTYMHbLIX N 3PJEKTUBHbIX CPEACTB fieYeHUs.



MOﬂeKy.ﬂﬂpHO-l'eHeTVI‘leCKVIe MeTOoAbl

> MNLUP

» NAP®-aHanna

» CekBeHnpoBaHune

» bnot-rmbpugunsauns no CaysepHy

> [MépmnansaumoHHbie duo4unnbl
> [NlonHoreHoMHbIN aHanu3




I MeTtoa lNLP 6bin paspabortaH B 1983 r. Kappu Monnucom.

B Poccuun nony4yun passutue ¢ 1989 r.

NonumepasHan uenHasa peakumsa cuHte3a OHK — aTto meTtoq
amnnudukaumm JHK in vitro, ¢ noMOoLLb0 KOTOPOro B TeYeHNEe
HECKOJSTbKNX YaCOB MOXXHO BbIAENUTb N PA3MHOXUTb
onpenerneHHbin ydactok [JHK (pasamepom ot 80 oo 3000 nap

yKIieotTuaos (MH)) B Munnunapasl pas.




I B ocHoBe metopa NUP nexut pennukauua OHK —
KomMmnriemeHTapHoe gocrtpauBaHme AJHK no maTtpuue c
nomouibio chepmeHTa HK-nonumepassbil.

Iﬁl L E‘ ,Q, NHK-raaTpmua depment JJHK-
| i ¥ nmojMMepasa
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W M*_ ONMIroHYKN 2 oTHMOHBIE

AATR ABKM [Npafmepbl )

McxopHubie komnoHeHTs! NMLP

[Mpanmepbl CTPOro KOMMNeMeHTapHbl NPaBoOU U NIeBOU rpaHuLam
neuudunyeckoro cpparmeHta JHK n cuHTe3 uenn nporeKkaeT TONbKO
MeXxay HUMM.




OcHoBHbIe 3Tansbl NLP:

Cranwvwm mevona NMNUP

" e ®

2. Amn uxhuncauna

-

N
i

. Seeorso mowweid
e Pparsassira J§-9C
10 s —
-
”~
4 O nMHec TEO
10 . trnos

3. Aevexuis ' TIONCWMT 8 N Hs e
B araposHoOmM rene oCpasLEsl

OTPMLA T S HuM
WOHTPO N

MNONCWMTe NLHLE S
KO T PO N

- OT LEATENLHSIS
Pasiil




I OHK anarHocTtuka BbisiBNsieT reHHble MyTauum

» nogtBepxaatoLlasi, Npo nogo3peHnn Ha bonesHb

» npecuMmnTomaTmyeckas, 4o npoasneHns donesHu

» HOCUTENbLCTBA, 4S9 BbIABMEHUA reTepo3nroTHbLIX HOCUTENEn
» MpeHaranbHas - JopoaoBas.

> [puHumMnuanbHO pasnuyaroT NpsamMyto U KocseHHyto OHK
ONarHOCTUKY MOHOIEHHbIX HacreaCTBEHHbIX DOe3Hen.

’ Mpsmas, korga reH u ero KoceeHHas — no TecHo
MyTaLUN XOPOLLO U3BECTHbI cuernneHHoMy Mapkepy —

PAOOM fexallemy y4acTKy
AHK




HekoTopble TepMUHbI, UCNOSb3YyOLWNecs
npu aHanu3se AHK

» KnoHnpoBaHue — BblgeneHne reHa n ero pa3MmHoXeHue
B COCTaBe XPOMOCOMbI BakTepuun, dbara nnu nnasmuasbl

» CeKBeHUpoOBaHue — ornpeaereHne
nocnegosarefibHoCcTU y4yacTtka JHK

» NMonnmepasHasn uenHaa peakuus, [1LIP — meTto
noslydyeHus 6onbLIoro Ymncna Kkonmn ydactka QHK

» [eHHasa gakTunockKkonus — BbigBNeHne MeKnx
Bapuaunmn B ctpoeHum HK




Cxema nonnmepasHoOu LernHoOM peakuum v
npnoop AnAa ee npoBeaeHUs

STARTING MATERIALS DRNA

By Nucleotides:
DMNA polymerase = B dATP
= | Targeted dCTP
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SRS dTTP
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I [peHaTan I?(.uopop,osawmocm Ka

HewnHBasnsHasa —Y3U, MHBa3UBHAS -

KpOBb MaTepu l

MCI'IOJ1b3yeT anga nccernegosaHnAa TKaHu niioga mnnn 3apoiblillieBbliX oborno4ek

Ucnonb3ayet uutoreHeTnyeckme, buoxnmmyeckue, JHK metoabl

Pasnuyator:

npeauMnnaHTaLMOHHY ANArHOCTUKY;

BGroncuio xopmoHa (B3siTe BOPCUH XOPUOHA);
KopaoLeHTeS3 (B3ATne NynOBUHHOM KPOBW);
aMHUOLIEHTES (B3SATME OKOSOMNSTOAHOWN XXNOKOCTW);
nraueHTaueHTes (TKaHu NaueHTbl);

Buoncuio TkaHen nnoga (Hanpumep, KOXun)




A\ Wnpwy Ans Guoncum
YneTpassyxosas OeTocxonns %} BOpCIN XOpNOKa
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AMHHOTHYECKAR NONOCTD
Tpancuepsuxansubii I
MeToa Guoncum s

BopCHMHYATLIA XOPHOH
BOPCHH XOPHOHA

MynoyHbIA KaHaTHK

Karerep

Bnaranuuwé

Wedka matku ] MNpamas xuwka




buoncusa xopuoHa Ha 8 — 10 Hegene
0epeMeHHOCTH

BopcuHyaTten
XOPHOH

Mnoa KaTteTep




YneTpasByKkoBoe uccnegoBaHue




NpeanmnnaHTauuoHHas
AnarHocTuka

[1pn sKcTpakopnopanbHOM
onnogoTBopeHun bepyTcd
briactomepbl Ha cTaguy MOpPYIbl U
n3y4varorcs 4O UMmnnaHTauum
3apoablwa



I Meauko-reHeTu4eckoe KOHCYIbTUpOBaHUe

NMokaszaHua pnsa MlK:
- PoxxgeHne B cembe pebeHka ¢ BpOX4EHHbIMW YpPOACTBaAMMU U
MHOXECTBEHHbIMW NOPOKaMK pa3BUTUS
- YMCTBEHHasa OTCTanocTb y pebeHka

- nOBTOprIe CMNOHTaHHbIE a6opr|, BbIKMAbILLW, MEPTBOPOXAEHUNA Y
XEeHLUNHbI

- BoisBneHHada natonorus y pebeHka npu npoBeaeHnn MacCcoBbIX
CKPUHUPYIOLLNX NporpamMm

- bnnskopoacTBeHHblE Bpaku

- CBeeHunst 0 HebnaronpnATHOM BO34ENCTBMN MyTareHoOB UK
TepaToreHOB Ha pPaHHUX cpokax BepemMeHHOCTH




T’EHETUYHECKUE OCHOBbI MPOPUNTAKTUKA

HACNEOCTBEHHOM NATOJIOMUA

Oowme NnonoxeHus

C nNpounnakTn4ecKom TOYKM 3peHNS BCHO HACNeaCTBEHHYHO
naTonorunko LienecoodbpasHo nogpasnenntb Ha 3 KaTeropum:

* BHOBb BO3HUKalOLWMe MyTauuu (B NepByo o4epedb 3TO
aHeynnonamn n Tskernble POpPMbl JOMUHAHTHBIX MyTaLW);

* YHacneAoBaHHbIe OT NpeabIAYLWMX NOKONIEHUM (KaK reHHbIe,
Tak U XPOMOCOMHbIE);

« 6ONe3HU C HacneACTBeHHOM NPeApPacnofiOXXEeHHOCTLIO.
PasnunyatoT 3 B1uaa npodunnakTuku HacneacTBEHHOW NaTomnorum.




I NMNoa nepBUYHOM NPOPUNAKTUKOWN NoHMMAIOT AeNCTBuS,
KOTOpble OOMKHbI NpeaynpeauTb 3adyatne 6onbLHOro pebexka:
NNaHnpoBaHMe OETOPOXKOAEHMA U yrnydlleHne cpebl 0bUTaHus
YyerioBeka.
NnaHupoBaHue geTopoxaeHnUs BKrYaeT 3 OCHOBHbIE
No3nuunm:

nmumaJsibHbIU penpoldyKmueHbIU 803pacm, KOTOPbIN ANs
XEeHLWMH cocTaenseT 21-35 net (bonee paHHME UNU NO34HUE
bepeMeHHOCTHN yBENMNYMBAKOT BEPOATHOCTL POXKAEHUS pebeHKa C
BPOXOEHHOM NaTonornem n XpOMoCOMHbIMU BONE3HAMN);
* OMKa3 om 0emopOoXX0eHUsl 8 Cl/ly4YasiX 8 bICOKO20 pUCKa
HacsiedcmeeHHOU U epoXX0eHHOoU namoJsioa2uu (Npu
OTCYTCTBMWN HaOEXHbIX METOAOB AOPOAOBOW ANArHOCTUKN,
nedeHuns, agantaumm n peabunutaumm 60nbHbIX);




* OmKa3 om demopoxxo0eHus1 8 6pakax ¢ KPO8HbIMU
podcmeeHHUKaMu N Mexay ABYMSI reTepPO3UTroTHbIMU
HOCUTENAMW NaToNOrM4YeCcKoro reHa.
YnyduweHune cpegbl o6uTaHMUA YenoBeKa 4OSTKHO BbITb
HarnpasfieHo rmaBHbIM 06pa3om Ha npeaynpeXxaeHne BHOBb
O3HUKAKLWMX MyTaLuii NyTEM XKECTKOro KOHTPONS CoAepKaHus
MyTareHoB N TepaToOreHOB B OKpYXatoLlen cpege. 9To 0COOEHHO
BaXXHO ANs NPOdUNaKTUKKA BCEW rpynrbl COMaTUYECKUX
reHeTn4yecknx 6onesHen (BpoXaeHHbIE MOPOKN pasBUTHS,
3roKa4yecTBeHHble HOBOODpa3oBaHUs, UMMYHOOEDPULNTHbIE
COCTOSHUA U T.NM.).




BTopunyHasa npodpumnakruka
npegnonaraeT npepbiBaHne 0epeMeHHOCTH Npu
BbICOKOW BEPOATHOCTHU 3aboneBaHus nmnoaa min
npeHaTanbHO-ANarHOCTUPOBAHHOW BONE3HM.
[MpepBaTb OEPEMEHHOCTbL MOXHO TOSMbKO B
yCTaHOBJ1€HHbIE CPOKN U C COlMMacud >XeHLLNHbI.
OcHoBaHunem anAa S3rIMMnHaunm 3M6pI/IOHa UJin
noada ABrndeTcA HacliegcrBeHHad OonesHb.

[pepblBaHNe GepeMeHHOCTU - He caMoe nyyllee
peLleHne, HO Noka 3TO eAUHCTBEHHbIN MeToA ANS
BTOPUYHOWN NPOoUNaKTUKN BONbLUMHCTBA TAXEMbIX U
CMepTerbHbIX FTEHETUYECKUX OedeKTOoB.




TpeTudHasa npodunakTmka

[Mog TpeTnyHoM nNpodmnakTUKon HacrnegcTBeHHOM NaTonormu
NOHUMAIOT KOPPEKUUIO NPOABIIEHNA NaTONOrM4YeCKnUxX
reHOTUNOB. JTO MOXHO Ha3BaTb

N HOPMOKONUpPOBaHMeM, NOCKOSbLKY Npu nNaTtonorm4eckom
reHoTune CTPEMATCA Mosly4nTb HOpManbHbIN OEHOTUN.
TpeTndHasa npogunakTmka NpoBOAUTCA Kak Npu HacneacTBEHHbIX
nesHax, Tak n (ocobeHHo 4yacTo) npun 6onesHsax ¢
HacnegcTBEHHOW NpeapacrosioX)XeHHOCTbo. C ee NoMOoLL b
MOXXHO A0BUTBLCA NOMHOM HOpManm3auum YHKLUUIA UK CHUXKEHNS
BblpaXX€HHOCTW NaTonornM4eckoro npouecca. [ns HeKoTopbIX
doopM HacreacTBEHHOW NaToforMnm oHa MOXET coBnagaTthb C
ne4yedbHbIMU MepoNPUATUSAMN B 0DLLEMEONLIMHCKOM CMbICHE.




I [NMpepoTBpaTUTL pa3BUTUE HACrNeaACTBEHHOro 3aboneBaHus
(HOpMOKONUPOBaHME) MOXXHO BHYTPUYTPOOHO MU nocrne
poXaeHus.

[ns HeKoTOpbIX HAcNeACTBEHHbIX 3a060reBaHN BO3MOXHO
BHYTPUYTPOOHOE nevyeHne (Hanpumep, npu pesyc-HecoBMECTUMOCTH,
HEKOTOPbIX aLunaypusx, ranakTroseMmm).

Passutne 3aboneBaHna B HacTosiLee BPEMSA MOXHO NpeaoTBpaTuTb
nyTeM Koppekunmn (nedeHma) nocne poxgeHns 6onpbHoro. TMNnNYHbIMU
npumepammn 6onesHen, Anga KOTopbix ddPdeKTUBHA TPETUYHAS
npodunakTmka, MoryT 6biTb ranakro3eMusi, PeHUNKETOHYpUs, rmnoTMpeos
(cMm. HMXe) n gp. Hanpumep, uenvakus NpoaBndeTca ¢ Hadanom npukopma
pebeHka. B ocHoBe B0ne3Hn NeXxnT HenepeHoCMMOCTb TIOTEHA.
NckntoyeHune atoro 6enka n3 nuum NosIHOCTLIO rapaHTUpyeT n3daeneHue
oT Tsxenenwen natonorum XKT.




