BOY CIMO «ba30BbIMt MEANLMHCKUM KOAAEAXK)
Kadoeapa 6A30BbIX AUCLMMAMH

AVcunnAMHa: l[eHeTUKa 4YeAoBeKka C
OCHOBOMU MEAULMHCKOU FreHeTUKHU

HYeAaOUMHCK,
2016



cKpelumBaHuin

BonbLIOW CPOK XXU3HU

MepaneHHass cMeHa NnokoneHun (nccnegoBaHuto nognexart
2-3 NOKONeHns — | reHeTU4eCcKom MHdopmaLmm

ManeHbkoe KonnM4ecTBo AeTeln 3a oHY 6epeMeHHOCTb
(3aKOHbI pacnpeneneHns HOCAT CTaTUCTUYECKNI XapaKTep)

borbLioe Konn4ecTBo XpPOMOCOM W rpynn cuernieHuns

BblpakeHHbIn EeHO- U reHOTUNMYECKNn NnonmmMmopdnam (y
MHOIrnx reHoB obHapyxeHo 50-100 annenewn)



KnuHuko-eeHeanoau4yeckut mMmemoo
GnusHeyosbil Mmemoo
buoxumuyeckuti Memoo

L{umoeeHemuyecKkut memod

Lepmamoenuguyeckuti Memod

[NonynsuuoHHo-cmamucmu4eckutl Memod

MemoOkI npeHamarnbHOU OuazHOCMUKU



MHOpeaHbIn Opak — bpak mexay
KPOBHbLIMW POACTBEHHUKAMMU




JT1ansbl npoBeaeHnA KIMMMHMKO-reHeasniorm4eckoro
aHalln3a

| 9TAIN. MNoapobHLIN cOOp aHaMHe3a

11 3TAIN. O6cneaoBaHne MakCMMaribHO-BO3MOXHOIO KONIM4YecTBa POACTBEHHUKOB
npo6aHaa

111 9TAI. MNocTpoeHMe poaoOCIOBHOMU C Yy4€TOM NPUHATLIX 0003HaYeHMI U NpaBuIT:
1. Kaxxpoe nokoneHue pacnonaraeTc Ha OoqHOM YPOBHe
2. CTapluime NOKOSIEHUA pacrnonararoTcs Bbille MagLmnx
3. Kaxgoe nokoneHue o603Ha4yaeTcs nNaTMHCKou uucpon
IV 3TAI. AHanu3 pogocrnoBHOM
1. loka3saTb HacneACTBEHHbIN XapaKTep NpuU3HaKka

2. OnpepgenuTtb TUN HacnenoBaHUA (QOMMHAHTHbIM/pelecCUBHbIN/CUENsEeH €
Nosiom)
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- MYXHHHA

. .- nposiBrieHne npn3Haka
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OCHOBHbIE NPU3HAKN ayTOCOMHO-
D-OM WHaHTHOIO Ha.Cn e&gﬁ%%anpumaka B paBHOM

[
[\
3]

]

2

o
;

4 5

Mepe y npeacraBuTenen ooonx
NnonoB

Hannuyue 60nbHBLIX BO Bcex
nokoneHuAXx (nNo BepTukanu) npum
OTHOCUTENbHO 6ONbLUOM
KorunyectBe cMbcosB

Hanunyune 00onbHLIX U NO
ropu3soHTanu (y cectep u 6patbeB
npob6aHaa)

Y reTepo3nMroTHoro poguTtens
BEPOATHOCTb POXKAEHUA
6onbHOro pedeHka (ecnu BTopon
poauTenb 340pPOB) cocTaBnsAeT
50%



OCHOBHbIE NPU3HAKN ayTOCOMHO-
PELLECCUBHOI'O HacrnegoBaHus

OTHOCUTENbHO HeOONbLLIOE YNCIIO

I - O ] OONbHbLIX B POAOCIIOBHOMN
i 2 3 4 5 6
Hanuuyune 60nbHbIX «NO
11 —O ropusoHTanu» (bonerot cubeChbI -
1 2 3 poAHble, ABOOPOAHbLIE)
- Cg . PoauTtenun 6onbHoOro pebeHka

111 O O yawie deHOTUNUYeCKn 3qopoBhbl,

1 2 HO ABMNAIOTCA reTePO3UroTHbLIMMU

‘ 4) l [I:l ‘ HOCUTENAMMN PEeLLeCCUBHOIO reHa

v : BepoATHOCTb pOXAeHUsA

i 2 3

GonbHoro pebeHka cocraBnseT
25%



OCHOBHbIe NPU3HaKM HacnegoBaHW4,
3aboneBaHus, o6yc9441%nl=rlb§ HHOTO C NoJfioM

reHom, NoKasim3oBaHHbIM B X-
XpOMOCOMe, MOTryT ObITb KakK I
OAOMWHAHTHbLIMU, TaK U

peueccCUBHbLIMU

Npu pomMmuHaHTHOM X-
cuensieHHOM HacnefoBaHUU
3aboneBaHue O4UHAKOBO
NPOABNSAETCH KaK Yy MY>X4MH, TaK U

Y XeHWHMMH N B AanbHeuwem \\//
MOXeT nepenaBaTtbCA No
noTomMmCTBY

NMpu peueccnBHOM HacnepoBaHUM
3aboneBaHui, cuenfnieHHbIMU ¢ X-
XpPOMOCOMOM, KaK NnpaBuo
CTpafaroT MYX4YUHbI
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OT1anbl npoBegeHns bnnmsaHeLoBoro MetToaa

| 9TAI. CocTtaBneHne BLIGOPKU GNn3HeL OB
11 3TAN. PaspeneHue 6nn3HeL 0B HA MOHO- M AN3UTOTHbLIX

J"‘\); 1 AalueKkneTKa ) 4 ) -
< X 1 cnepmarosong (O
J - M T 2 AlUeKNeTKM
MOHO3UIroTHbIE BNIN3HELlbI 2 cnepmatosonga

Ha paHHux aTanax pa3BuTua 4o Havyana
anddepeHLNPOBKU KINETOK
3apoAblLlia NPOUCXOAUT ero aeneHume
Ha HecKonbKo (2 n 6onee) yacten

Ta xe caman
nnyeHTa

OTpenbHbie
AMHUOTUYECKME |

\ \
MeLUKN \.

FeHOTUN GNU3HELOB — M AEHTUYEH

OpHosanyeeble 6nn3HeLbl Pa3zHosnLesbie 6nu3HeL bl

An3nroTHble 6nn3Heubl

YJ4yuUTbIBaKOT:
. KonunyecTtBo nnaueHT

Y XeHLWM HblI OQHOBPEMEHHO co3peBaeT 2
ANLEKINEeTKU B pa3HbIX AUYHUKaXx. Mpun
onnoaoTBOPEeHUN 06enx ANLEeKNeToK
npoucxoaunt choopmMupoBaHme ABYyX

2. [Non
s [pynny KpoBu




JT1anbl NpoBegeHns 0rin3HELIOBOro MeToaa
(NnpogormkeHne)

1l 3TAI. OnpeneneHne KOHKOPAAHTHOCTU (COBNaaeHUs1) Npu3Haka y obounx
Gnu3HeL OB B KaXXaouM rpynne

IV 3TAI. OueHka BNUSAHUA HacneACTBEHHOCTU Ha pa3BuUTUe NpU3HaKa
H = (% cxoactBa MbB - % cxoactBa [1B) / (100 - % cxopctBa AB), rae:

H- koo purueHT HacneaCTBEHHOCTH
MB - MOHO3UIOTHbIE BNM3HEeLbI
OB - An3nrotHble 6rin3HeLbl

H =1 — npu3Hak NoNHOCTbIO onpeaensieTcs HacneacTBEHHbIM KOMMIOHEHTOM

H = O — npu3Hak onpeaenseTca BNMUSHUEM Cpeabl

H = 6nusknii k 0,5 — npusHak onpegensieTcs NpMMepHO OAUHAKOBbLIM BIIUSIHUEM
HacneacTBEHHOCTU 1 cpeabl Ha opMUpPOBaHME NPU3Haka



Ucnonb3yloTca Ana auarHocTuku 6onesHen oobmMeHa BeLecTB
dtanbli:

MNMepBbiK 3Tan (CKPUHUHT): cpeaun 60NnbLUIOro KonmyecTea oocneayemMbix
BblAENIUTb NPeaNONOXUTENIbHO 60NbHbIX, UMEILWUX KaKoe-TO
HacrneacTBeHHOEe OTKITIOHEeHUe OT HOpMbI. icnonb3yeTca HebGonbLloe
KONMU4YeCTBO NPOCTbIX, AOCTYNHbLIX METOAMUK (IKCnepecc-MeToa0B)

BTopo# 3Tan: yTouHeHue (noaTBepXxaeHue AMarHo3a unm oTkrioHeHue
NpPU NOXHO-NONOXNUTENbLHOMN peakuMu Ha nepBoM 3Tane). Ansa atoro
MCNONb3YyKTCA TOYHbIE XpoMaTorpacgpuyeckue metoabl onpeaeneHus
depmMeHTOB, aMUHOKUCTIOT U T.A4.



BknrouyaeT B cebsl 2 meToaa:

L KapnotunupoBaHue

2 OGHapyxeHUe NonoBoro xpomMmaTuHa (tensua Bappa)
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KapunotunmposaHue

Uccnegyembin matepuan: NMMAOLUNTLI KPOBU, KNETKN KOCTHOIO MO3ra,
GunbpobnacTbl KOXu

Xona paboTbl:
3abop KpoBw, BblAeNeHmne numaounToB

KneTku nomeLlatoTcs B nuTaTenbHyto cpeny (ctepunbHas, Temnepatypa 37C)
Ha 72 4aca

[obasneHune B cpeay MUTOreHOB (BELLLECTB, BbI3blBAOLLNX MUTO3)

[o6GaeneHune B cpeay KonxuumHa (BewecTBo, OCTaHaBNIMBAOLLEE MUTO3 Ha
ctagmn meTtadasbl)

[o6aeneHne B cpeay AUCTUNIMPOBAHHOW BOAblI — KNETKW pa3pyLlatoTCcs
(TMNOTOHUYECKUI LLIOK)

LleHTpudyrnposaHme

Ocafok HaHOCAT Ha NpeaMETHOE CTEKNNO, BbICYLLMBAIOT, OKpaLUMBatoT
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Joknap Ha nepBoOM NMPakKTUY€CKOM 3aHATUU



depmatornudumka — aTo n3yyeHme penbeda KoOXX1 Ha nanbLax, JJaaoHAX U
NOAOLBEHHbLIX MOBEPXHOCTAX CTOMN, KOTOPbIN OOpa3oBaH
annaepmManbHbIMU BbICTyNaMu — rpedHAMMU, KOTOpble 00pa3yroT
CJIOXHbIe y30pbl

®. MNanbTOH NpeanoXxun Krnaccudukaumro 3TUX y30poB, NO3BOSIUBLLYHO

KPUMUHAITUCTUKe

Paspenbi aepmatornudmku:
Jdakmunockonusi - nayuyeHue y30poB Ha noaylueykax nanbueB
Manbmockonusi — u3y4eHne pUCyHKa Ha NafoHAX

lMnaHnmockonusi — ndyyeHue gepmaTtornmgpukm nogowBeHHON NOBEPXHOCTH
cTonbl



[lakTnnockonus

NManunnapHbie IMHUM - TPeOHU Ha KOXe nanbLueB pyK,
COOTBETCTBYHOLLME COCOUYKAM AepPMbl, MeXAY KOTOPbIMU HaXOAATCS
Gopo3aku

dopMupoBaHMe NanUNNAPHOro penbeda 3aBUCUT OT XapaKkTepa
BeTBNIeHUSA HepPBHbIX BONTOKOH

NonHoe hopMupoBaHue NanUNNsipHOro penbeda ormevyaeTcs K
LLecCTn mecsiLam,

MannnnapHbIn penbed He MeHAeTCA B TeYeHUe XKU3HU

1

OCHOBHbI€e TUNbI NanbLeBbIX y30poB: 1 - ayra. 2 - netns. 3 - 3aBUTOK



[Tanbmockonus

JIlapoHHbIU penbed o4YeHb CNOXHbIW, B HEM BbIAENAIOT pAA nosneun,
noayLwe4vyeKk U NafoOHHbIX JIMHUN

Y npaBLuen 6onee CrnoXxHble y30pbl BCTPEYarTCsA HA NpaBoun pyke, y
neBLUEU — Ha NeBOM

MHanBmayanbHble 0COOEHHOCTU KOXHbIX Y30POB HacreacTBeHHO
o0ycnoBneHbl. 3TO A0Ka3aHO MHOTMMMU reHeTU4eCKMMU
uccnegosal| === \IX OnnM3Heuax

Cungpom Naray
(rpucomus 13),
yront

‘ Mouronusm, yron t

Cunapom Tepuepa,
yront

Hopma, yront
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KonnuyecTBeHHble nokasaTenu penbed<i
nosiu2eHHou cucmemou

IeHbI 2pebHeB8OU KOXU NPOABNAIOT CBOU MopdoreHeTu4decknm acphekT, BNUAsA Ha
cmerieHb eemeJsieHUs1 HeP8HO20 80JI0KHA, U PEeHOTUNMNYECKU onpeaensioT
rpe6HeBYO NNOTHOCTb

Ha dpopmupoBaHue gepmaTtornugpmryeckmx ysopoB MOryT oka3biBaTb BNMsiHUe
HeKoTopble noBpexaarLmue pakTopbl HA paHHUX CTaAUAX IMOPMOHANLHOIO
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OepmaTtornucduka n XpoOMOCOMHbIE
3aboneBaHuA

Cunpgpom KnanHdenbrepa: yBenmyeHne BCTpe4aeMoCTu OyroBbiX
y30pOB Ha b0onbLUKMX Narnbuax, bonbLuas BCTpe4aeMOCTb YIIbHapPHbIX
neTenb Ha ykasaTtesnbHbiX. HU3Kas BCTpe4yaeMOoCTb 3aBUTKOB, N HU3KUU
rpebHeBOW CYET B CpaBHEHME C KOHTPOSIbHOM rpyrnon

CUHAPOM KOoLLIAYbero KpuKa: BbiCOkas BCTPEYaeMOCTb AYroBbIX Y30POB
Ha pyKax 1 nonepeyHbixX NagoHHbIX cknaaok B 90% cny4vasx

CuHpgpom Henpgxxenn-®paH4yeckeTtn-AgaccoH: oTCyTCcTBUE NModbIX
aepmaTtornmdmnyecknx NpmM3HaKkonB

Cunpgpom PyouHwTenHa-Tendu: npeobnagaHne Wpokmx 6onbLimnx
nanbueB, HU3KOe 3Ha4YeHNs rpebHEeBOro cyeTa, U Hanmimne y3opoB Ha
MeXnarsbLeBblxX 0bracTax



STAIbI:

| 9TAI. BbiGopouHOe nccnegoBaHue 4acTv nonynsaumm (apxmsBbl 60NbHUL,
aHKeTUpoOBaHME HaceneHus)

Il 3TAI. CtatucTtnyeckasa ob6padboTka AaHHbIX



TUMNbl PACNPOCTPAHEHUA TEHOB B NONyNAUUMN:

leHbl, MMeloLMe YHUBepcarnbHoe pacnpocTpaHeHue

leHbl, BCTpevaloLwmecs NokanbHO, NpenMyLlecTBeHHO B
onpeaeneHHbIX panoHax (npumep: reH cepnoBUAHOKNETOYHOM
aHemMum)

MonynAuMoOHHO-CTaTUCTUYECKUIA MeToA NO3BONSAET onpenennuTb
reHeTUYEeCKy CTPYKTYpY nonynsuumn (COoTHoLeHne Mmexay
4aCcTOTOW FOMO3UroT U reTePO3UroT)

3HaHue reHeTU4eCcKoro coctaBa NonynsiLuMn numeeT 60nbLIOe 3HaYeHUe Ans
couManbHOW r’MrMeHbl U NpodunakTMYeckon MeguLUHbI



B -pacipocrpanenne maspun

Hacrora reHa ceprioBH/IHO-KIETOYHOR aHeMUU
B IONV/IAIHH Ye10BEKa:

B 1-10% B 11-20%



KomMmnnekc nabopaTopHO-UMHCTPYMEHTaNbHbIX UCCle40BaHUN Ans

BbISIBJIEHNSI XPOMOCOMHbIX aHOManuun nnoaa, NOPoOKoB pa3BUTUA Nyoga
(no 22-o1 Hepgenun pa3BuUTKHA)

HEVHBA3SVBHAA NWHBASVBHAA



HeunHBa3nBHas NnpeHartalribHada AnarHoCTtmkKa

| TPUMECTP BEPEMEHHOCTWU

Buoxumu4eckoe uccriedoeaHue kpoeu (cBoboaHasa cyobeanmHuua 6eta-XIry,
PPAP-A (AccounnpoBaHHbIN C 6epEeMeHHOCTbLIO NPOTEUH-A nna3mbil)

Y3U (TonwmHa BOPOTHUKOBOIO NPOCTPAHCTBA, HaNM4ne HoCoBbIX KOCTEN,
OTCYTCTBUE peryprutaumm TpukycnmaanbHOro KnanaHa)

Il TPUMECTP BEPEMEHHOCTH

Buoxumuyeckoe uccnedoeaHue kposu (anbta-detonporenH (API),
cBob6oagHas cyobeanHuua 6eta-XIr4)




NWHBA3UBHAA NnpeHataribHad AnarHoCTtmkKa

NMOKA3AHUA:

NMauneHTbl C BbICOKUM PUCKOM BPOXAEHHbIX U HAacNeACTBEeHHbIX
3aboneBaHuU No pe3yribTaTaM HEMHBa3NBHbIX TECTOB

METO[bI:
.Bnoncusa xopuoHa (Ha cpoke 10-14 Hepenb)
.AMHUoueHTe3 (Ha cpoke >15 Hepenb)

.OnpeneneHue dbetanbLHou BHeknetToyHou [1HK B nnazme matepwu







AMHHOTUYECKAR KHAKOCTE

Uentpudyruposanme BHOXUMHUYECKHE
TeCTB! KNeTOK

AMHHOTHYECKHE
KNeTKH






