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UYto Takoe OJHK?

Base pairs (L. <N

Adenine

Thymine

Guanine

Sugar phosphate
backbone

ﬁlllllllllllllllllll‘

Cytosine

OHK - nesokcmpnboHyknenHoBas
KnucnoTa - HacrneacTBEHHbIN
mMarepuarn Yyernoseka

nokanmsoBaHa B gapax KneTtok -
apepHas OHK

HebonbLUOE KOS-BO B MUTOXOHPUAX

— mutoxoHgpuansHaa OHK
[TypnHOBbLIE OCHOBaHUS:
ageHuH(A) n ryaduH ()
[MnpnMnanHoOBbLIE OCHOBAHMUA
UMTO3NH(LL) 1 TUMUH(T)

[JNHK yenoBeka cocTonT N3 3
OMNINOHOB OCHOBaHWUN
(HykneoTnaos)

oonee 99 % OCHOBaHWUN OQMHAKOBbI
y BCEX Ntoaen



- -

L ' \J



CTpyKTypa reHa

e JK30HbI - CMbICITIOBYIO
nocnenoBaTtenbHOCTb reHa

* MHTPOHBLI —30H3, ,,NnepemexarLiaa”
9K30HbI



CNNANCUHI

Start of transcription

' Intron 1 Intron 2
Gene:
Exon 1 Exon 2 Exon 3
Transcription
Intron 1 Intron 2

Primary transcript

Exon 1 Exon 2 Exon 3
Splicing

Mature transcript: N

Exon1 Exon 2 Exon 3



NINC-6anBabIrawwig- CEJl-gpodbigaao- NOA-
ocdpaayyaawi- EJl1b

&

NNC-CEN- NOoA- ENb

&




ANNTBTEPHATUBHbIN
CNNANCUHI

e DK30H MOXET BKIMOYaATLCH (MU HET) B
COCTaB KOHEYHOro TpaHCcKpunTa

* [lo3BonsgeT ogHOMY reHy Npon3BoauUTb
Heckornbko MPHK 1, cooTBeTCTBEHHO,
benkos

* Pa3Hble BapmaHTbl cnnancuHra moryT
NPUBOANTL K 00pa3oBaHUMIO pasHbIX
n30opM OIHOIO U TOro Xe bernka



NINC-6anBabIrawwig- CEJl-gpodbigaao- NOA-
ocdpaayyaawi- EJl1b

&

nnc-noa- Efb

&




[eH HAX1

* benok HAX1 — muTOXOHOpPUaNLHaAA MONeKyna,
CTPYKTYPHO NMOXoXXad Ha aHTUanonToTU4ecKoe
cemMencTBo Bcl2

* B npouecce ansTepHaTUBHOMO CnnancuHra
npoayumpyeT asa n3ortmna benka

* Ecnu noBpexaeH ToNbLKO NepBbiv N30TUN,
doeHOTUNNYECKU- HENTPONEHUS

* [1pn noBpexgeHnn obonx N3oTnnoB, NOMMMO
HEWUTPOMEHUN, BCTPEYAKOTCA pa3finyHbIe
HEBPONOrnM4yeckmne paccTponcTea



TpaHCKpUNUMOHHbIE BapunaHTbl bernka
HAX1

A . P.Trpd4Xx
p.Glu59X
/ p.Glu60fs  p.GIn123fs
_/P-AgBEX ./ ) /PValldafs : _P.GIn190X
i Al transcript variant 1
1 / 3 7 & S 6 7 (NM_006118.3)
/ /| Tl transcript variant 2
1 —/ / 2b 3 7 14 5 6 7 (NM_001018837.1)
B C

500 bp 35kD - T — Isoform a
o - — Isoform b
500 b transcr. var. 1

p
400 bp transcr. var. 2

%) PB brain



MY TALINW

* (OT naTt. mutatio - U3SMeHeHUe, nNepemMeHa) -

noboe n3meHeHve B nocnegoBaTenbHOCTH
AOHK



Mo p3enynbaTram WJICCEOBaJHUA OAOHrO aHAUrACOKIo

YHBMEpTUCETa, HE MeeMT 3aHuHeus, B KOKam npsokpe

pcanoyosieHbl 6KyBbl B conge. FanBoHe, 40TObI Npeass
ncnoeHaas 6kBybl 6sabiu Ha MceTe. OcaTbiblHe 6KyBbl
MroyT cesnoBTab B NIOOHM 6cenopAaske, BCeé pBaHO TKeCT
yTautces 6e3 nobpenm. MUUPUOHK 3roTO ANBATECA TO,
4YTO Mbl HE YyMaTem KaayXxio 6kKyBy no oTa/IbeHOTCH, a BCe

CO/IBO LIJINKEOM.



MY TALINW

* [eHOMHbIE — U3MEHEHME YMcna XpoOMOCOM,
KpaTHoe LenomMmy reHomy

* XpPOMOCOMHbIE

O W3MEHeHMue Yncna otaenbHbIX XpOMOCOM B
reHome (aHeynnongus)

O KpYMnHblE NEPECTPOUKN CTPYKTYPbI OTAENbHbIX
XPOMOCOM (XpOMOCOMHbLIE abeppaLunn)

e [eHHbIe - CTOUKOE N3MEHEHMUE
nocnepnosartenbHocTn [IHK B cocTaBe ogHOro
reHa



KonnyecTtBo MmyTaummn B annenbHbIX
reHax

* [eTepo3urora
* [oMO3uroTa
 KomnayHa-reteposunrora



MyTauunm BO3HMKAKOT pa3HbIMU
NyTAMW:

« [epMUHanbHblE, UMY BPOXOEHHbIE,
NTOKanu3yoLLMecs B NOJOBbIX KNeTKax

« ComaTtunyeckme, nnm NnpuodpeTeHHbIE
NONYy4YEHHbIE B TEYEHUE NEpPUOaa XXU3HU

« MyTauumn de novo, KOTOpPbIE NPOUCXOAAT
TONbKO B ANLIEKNeTKax Umnm
crnepmaro3ongax, unm Te, Kotopble
MPOUCXOOAT cpa3y Nocrie ornfiogoTBOPEHUS



To4ykoBble MyTaUuMm (MUCCEHC)

* KIBAMEHAETCA OANH HYKINeoTna



Pe3ynbratbl TO4KOBbLIX MyTaLUK

* COXpaHeHNne CMbICI1a KOOOHA —
CNHOHUMWYHECKAaA 3aMeEHa HYKI1eOTUda

NINC-Can-noa-enb



MwncceHc myTauuns

e 3aMeHa o4HOM Napbl HYKNEOTNAOB

* BEOET K 3aMeHe OHOM aMUHOKUCIOTbI B MOJIEKYNE
oenka

* JoyHKUMA Bernka nameHeHa, Ho bonesHb NPOTEKAET ferye

Missense mutation

Original DNA code for an amino acid sequence.

o ) W PP 1537 e e R I P o s [ e o] ) o ] L
DNA—C ATCATCATCATCATCATCAT
bases

-- His H His H His H His H His H His H His }-

Amino acid Replacement of a
single nucleotide.
| | | | | | | | | | + | | | | | I | | I |
CATCATCATCEHETCATCATCAT

-- _His H His H His HEZTWH His H His H His }-
N

Incorrect amino acid, which may
produce a malfunctioning protein.



Pe3ynbratbl TO4KOBbLIX MyTaLUK

* U3MEHEeHWe CMbICIia KogoHa - NPUBOAUT K
3amMeHe aMUHOKUCIIOThI B
COOTBETCTBYIOLLEM MeCcTe nonmnenTugHou
Lenu (MmcceHc-myTauums)

rnec-cen-noa-enb



Pe3ynbratbl TO4KOBbLIX MyTaLUK

* 0DOpasoBaHMe BeccMbICIIEHHOIO KOAoHa C
npexagespeMeHHOU TepMUHaLIMEN
(HOHCEeHCc-MmyTaumA)

XUc-cen-noa-enb



[IposaBneHne MMcceHc-MyTaLunn
3aBUCUT
OT NPpUpoAdbl COOTBETCTBYHOLLUNX

aMUHOKUCIIOTHbIX 3aMeH B bernke

OT oyHKLUMOHANbHOW 3HAYMMOCTMN OOMEHA,
B KOTOPOM Npou3oLLsia 3aMeHa



HoHCeHC MyTauus

3aMeHbl HYKNeoTUa0B, NP KOTOPbIX 00pa3yoTcsa TEPMUHUPYIOLLINE
KOZOHb

BeJeT K OCTaHOBKe CUHTEe3a berka

B pesyrnbraTe - KOPOTKNN DENOK, KOTOPbIN MOXET HENPAaBUIbHO
doyHKUMOHMpPOBATb NN HE PYHKLIMOHMPYET COBCEM

Nonsense mutation

Original DNA code for an amino acid sequence.

v [ P ) [ Pe o  ) oer ERs  r i [ omet reme Fer) ome I) PSie
DNA—WC AGCAGCAGCAGCAGCAGCAG
bases

- GIn H GIn H GIn H Gin H Gin H GIn H Gin }-

Amino acid Replacement of a

single nucleotide.

S | T O T T R P R R
CAGCAGCAGTA

1

G

-- GIn H GIn H GIn HESGM
Protein '\

Incorrect seqence causes
shortening of protein.



beccMbICneHHbIe TPUMNJieTbl

* AMbep — UAG (ambep-myTauuns)
« OXp - UAA
 Onan - UGA

o "*"(unu 'Ter') — 0603Ha4YeHUE CMOorn-KoOoHa
(UHO20a ucrionb3yemcs 'X‘)



BcTaBka

 BcTtaBka B nocnenoBatenbHocTb [IHK gononHuTenbHbIX
nap HyKneoTuaos

« YacTo BegeT K cuHTE3y HEYHKLMOHaNnbLHOro berka

Insertion mutation

Original DNA code for an amino acid sequence.

tNA—CATCATCATCATCATCATCAT
bases

- His H His H His H His H His H His H His |-

Amino acid Insertion of a
single nucleotide.

Incorrect amino acid sequence, which
may produce a malfunctioning protein.



NNC-CEN- NOoA- ENlb

J'II/ICE.}E/J'I- NnoAa- Eflb

NTNC-KCE-JINO-AEJI-b



[leneuns

* MalieHbKa4d aeneund - yaasneHme ogHoro Ui HECKOJ1IbKNX
nap HyKrneotTngos

« Oonbluas aerneund MOXeT yaalJinTb HaCTb NreHa nuin
HECKOJ1IbKO COCEAHUX TEHOB. Pe3yanaT — NoTepd

Deletion mutation

Original DNA code for an amino acid sequence.

ST [T P [ s R P I R T O T T I L [ I [ ) T
DNA—C ATCATCATCATCATCATCAT
bases

-- His H His H His H His H His H His H His }--

.
v

Amino acid
Deletion of a
A single nucleotide.

3
| | | | v

CATCATEATETCATCATCATE

-4 His H His H His HETTEHEIOEHEIEHE -

Incorrect amino acid sequence, which
may produce a malfunctioning protein.




NNC-CEN- NOoA- ENlb

NNC-GER- NOA- ENb

nnmc-noa-Enb

HAG-GEA-HOB-EJb

Ellb



Casur PaAMKN CHUTbIBAHUA

* MeHseTca Kod, COCTOALLNN N3 TPEX HYKeoTUaoB
» OObl4HO nony4yaetca HedyHKUMOHAaNbHbINM Oenok
« BcraBku, geneunn n gynnmkaumm MoryT BECTU K CABUTY paMKX CYUTbIBAHUS

Frameshift mutation

Original DNA code for an amino acid sequence.

tNA—CATTCACACGTACTCATGCTAT
bases
- His H Ser H His H Vval H Leu H Met H Leu }-

Amino acid

C Frameshift of one DNA base results
in abnormal amino acid sequence.



MMAC-CEN- NOoA- ENlb

NCC-ENN-OQE-I1b



[IpoaBneHmne mytauun

* 3aBUCUT OT UX
BHYTPUTE€HHOW

noKalrin3aumnmnm

5 NnaHKMPyIOLLMA

3" (bnaHKMpyIoLLnA

Y4aCTOK WHTpOoH 1 WHTPOH 2 Y4aCTOK
) 3|<30H1 OK30H 2 | 9K30H 3
e
GC UAUA GU AG GUAG \
box box
GC box | CTtapTOBbIA CTon KoaoH
CAAU box KOJIOH
AAUAA
NHUUMaLu4

TpaHCKPUMLMK

[Monn-A noBGaBOYHbIN CANT




Nokannsauna mytauumn

MYyTalWN B SK30OHaAX
MYyTaunn B MUHTPOHAX

MyTauun B cantax cnyiamcuHra (Ha ctblkax
9K30HOB U HUTPOHOB)

MyTaLUMn PerynsaTopHom obnacTu



[loBpexaatLlee geNCTBUE
MyTaLnu

HoHceHc- Neneuns unu
MyTaums BCTaBKa,

CaBur pamku

CTon-KoaoH
CYUTbIBAHUSA

BeccMbICNeHHbIN
0enok




CnnancuHrosble MyTaLumn
(Ha CTbIKe 9K30OHOB 1 UHTPOHOB)

HapyLlalT npoueccuHr nepsuyHoro PHK-TpaHckpunTta

/ \

HenpaBUbHOE Bbipe3aHune Bblpe3aHne 9K30HOB
MHTPOHA
TpaHCcnAUMsa 6€CCMbICIIEHHOMO obpa3oBaHue

yOMHEHHOro berka nenetTnpoBaHHoro benka



HomeHKknaTypa myTtaumm

"c." nocnegoBaTtenbHOCTL kogupyrowen JHK
(Hanpwvlep, C.76A>T)

— "g." nocnepoBaTtenbHOCTb reHoMHoW [1HK
(Hanpumep, g.476A>T)

"r." nocnepoBartensHocTb PHK (Hanpumep,
n76a>u)

— "p." nocnegoBaTenbHOCTL benka (Hanpumep,
p.Lys76Asn)



[TpyHUMN HYyMepaLnn HYKITEOTNOOB
B reHe

2g 80 BOH
IS
\\I | | Sk30H 1 \\ //807“3
aagccaAATGACAT ........... TTCAthga ..... AR
SK30H 2

N

81-3 81-2 B1-1 81 B2 83



Hymepauuna HykneoTngos

Koaupytoulaa nocnegosarensHoctb AHK
* Hykneotnga 0 He ObIBaeT

 Hykneotng 1-3T0 HyKneotua A B KOOQOHe ATG
(TpaHCNALUMOHHbIN MHULUMANBbHbLIN KOOOH)

« Hykneotnapbl B CTOPOHY 5‘ OT ATG-MHULMANBLHOIO
KogoHa 0003HavaloTcs Kak -1, npeablaywmmn -2, v T.4.

* HykneoTuabl B CTOPOHY 3' 0m mpaHCIssyUuOHHO20
cmon-KoodoHa o00o3HavyarTCs Kak *1, the next *2, n 1.24.

3% HTPOHHbIE HYKINEOTUAbI

— Hayvano uHTpoHa: HoMep NocrnegHero HykneotTnaa
npeabliayLero 3Kk3oHa, nic, No3nuUna B UHTPOHE, Hanp.,
c.77+1G, c.77+2T, N 1.4.

— KoHeLll MHTpoHa: HoMep NepBOro HyKNeoTuaa crneayLero
9K30Ha, MMHYC, NO3ULMS B UHTPOHE BBEPX MO TEYEHUIO, Hanp.,
c.78-1G




3aMeHa HykKneotuaa

* ¢.76A>C O3Ha4aerT, 4YTO HYyKNneoTna A B MmecTe 76
3aMeHeH Ha HyKkneoTtua C

e ¢.88+1G>T 03Ha4yaeT 3aMeHy G Ha T B 1 no3numn
MHTPOHA



BcTaBka

« OOo3HavaeTcsa "ins"

 ¢.76_77insT O3HA4YaEeT, YTO HyKneoTua T BCTaBMEH

MeXay Hykneotugamu 76 v 77 KogupyoLlen
nocneposartenbHocTn AHK

« [lynnuuupytoLime BCTaBKM OMNUCBIBAOTCS Kak
aynnukaumm



[leneuns

e ¢.76_78del (nnu c.76_78delACT)

o3HadaeT ACT geneuunto HyKneoTmaos OT 76 A0
/8



[leneunqa /BcTaBka

«delins»

[eneuwnsi/BcTaBka AByXx n bonee
nocriegoBaTesibHbIX HYKI1eOTUO0B ONMUCLIBAETCH
Kak geneunsa cnegytoLlas 3a BCTaBKOW

c.112_117delinsTG (nnwu
c.112_117delAGGTCAInsTG) o3Ha4yaeT 3aMeHy
HykneoTnaos 112-117 (AGGTCA) Ha TG

c.113delinsTACTAGC (unu c.113delGinsTACTAGC)
O3Ha4yaeT 3aMeHy HyKrneoTnga B no3vumm 113 Ha 7
HOBbIX HyKneoTnaoB (TACTACG)



UTrIFeHa K OeJiKy

OT pedheKkTHOroO reE: K AeheKkTHOMY
oenky
Benok
— m‘

.Pubocoma

OHK



3anncb NoBpeXxaeHnsa Ha ypoBHe
NHK

MYTALNA  e—) PESYIIbTAT

Cc.78 G>C E—) (p.Trp26Cys)



benok

* «p» —yKa3bIiBaeT Ha No3unLnto B benke

* Tpu nepBble OYKBLI HA3BaHUA
aMWUHOKMNCIOTbI (C 3arnaBHOW)

* Inn TonbKo 3arnaBHbIe NepBbie DYKBbI
* Hanpumep, p.Trp26Cys=p.T26C



Y10 Takoe nonumopdmnamMmbl eUHUYHBIX

HYKneoTngos -single nucleotide polymorphisms
(SNPs)?
« Hanbornee 4yacTtbie reHeTUYECKNE BapuaLlmu

cpeau nogen (bonee 1%) - UBET rnas, UBET
BOJ10OC, rpyrina KpoBwu

« Kaxabi SNP npeagcrtaBnieH oTnM4nem B 1
HyKIeoTuna

« BonbLUNMHCTBO NONIMMOPMPU3MOB HE BIUAIOT Ha
COCTOSIHWE 3[00POBbS UM NPOLECCHI Pa3BUTUSA

« HekoTopble Bapmauum (Mnm nx KOMonHauum)
onpegenaroT Hann4yne pucka pas3BmutuS
3aboneBaHuns



acrnenosaHue [MNOC




AYyTOCOMHO-OOMUHAHTHOE
HacnegoBaHue

 NocTaToO4yHO OOQHOMN KOMUN
MYTaHTHOIO reHa B
KaXkKOou KNeTKe

* OguH n3 pogutenen
nopaxeH

* [1poaBnsATCA B KaXXO0M

NMNOKOJ1IEHNA



AYyTOCOMHO-OOMUHAHTHOE
HacnegoBaHue

XPOHUYECKNN KOXHO-
CITM3NCTbIN KaHONO03
C paHHero Bo3pacTta

KaHaMO03bl CNU3UCTbIX
oborno4ek pTa

B noceBax — pocT Candida
albicans

[lpncoegHeHNE KOXHbIX
NPOSABNEHNN

PeunansupyroLlime naHapuumm

B uMmyHorpamme — CHUXxXeHune
T-kneTok

MyTauua B 4 3K30He reHa STAT1
c.199 C>A/C, p.Q67K/Q B
reTepo3nroTHOM COCTOAHUM

Cewmbs b.

Il O

MyTauma B reHe STAT1



HenonHaga neHeTpaHTHOCTb

AYyTOMMMYHHbBIN Cembsa M.
numdonponudepaTuBH O
bIU CUHOPOM 1
AyTOCOMHO- 5 O?
OOMMUHAHTHBIN TUM '

HacrneaoBaHUS

MyTaumns: B 3K30He 7 reHa
TNFRSF6 - ¢.580 delG B
reTepo3nroTHOM
COCTOSIHUU

?i
MyTauns reHa TNFRSF6

[ T-kneTo4yHas numdgoma?
[ JlumdporpaHynematos

oo



CeMenHoe KOHCYNLTUpOBaHue
AyTOCOMHO-OAOMUHAHTHOE
HacnegoBaHue

Koro oobcnepnoBatb? [1ns yero obcnepnoBaThb
YJ1IeHOB CeéMbMU?

PoaouTtenu naumeHTa v/ BO3MOXXHOCTb UMETH
300POBbLIX OEeTeN B ApYyrnx
bpakax

v’ B cny4yae HenonHou
NEeHEeTPaAHTHOCTMU reHa

[lpeHaTanbHasa gnarHocTmkay’ [lna ucknovyeHus pucka
POXOEHNSI ODONMBHOIO
pebeHka



AYyTOCOMHO-peLecCcnUBHOE
HacnegoBaHue

B KaXxgoun KrneTtke
npencTasneHbl ABe KOnun
MYTaHTHOIO reHa

Oba poantens ABNAKTCA
HOCUTENSMIA
NopakeHHOro reHa

PoouTtenun He uMeroT
KIMMHUYECKNX NPOSABIIEHUN
3aboneBaHusd

He nposiBnaeTca B
Ka)X4OoM MOKOoneHum




AYyTOCOMHO-peLecCcnUBHOE

HacJie4OBaHNE
Cembs C.
Tsxenas
KOMOMHMpPOBaHHanA
l]TD

MMMYHHAas

He4OoCTaTOYHOCTb ﬁ

* MyTauusa B reHax
RAG1,RAG2-?

 OTKas oT
TpaHcnnaHTaunm
nepBoro pebeHka

B MyTtauuns



CeMenHoe KOHCYNLTUpOBaHue
AYyTOCOMHO-peLEeCCBHOE
HacnegoBaHue

Koro obcneaoBaTthb? [ns yero obcnepnoBaThb
Yyr1eHoB ceMbu?

[TpeHaTanbHasa gnarHocTukay’ VIcknoyeHme pucka
POXXAEHNSI ODONMBbHOIO
pebeHka

Pooutenu nauneHTa-?

v’ BO3MOXHOCTb MMETb oeTen B
apyrnx bpakax-?

Pogutenen naymeHTta, ecnm

COCTOAT B v/BepoaTHOCTb poXaeHuns

brnn3kopoacTBeHHOM bpake  HOribHOro pebeHka B 9TOM
bpake



X-CcLiennieHHoe peLieccuBHoOe
HacnegoBaHue

* MyTauwna B reHe Ha |
X-Xpomocome |

« MaTtb HOoCcuTEnbHULA

nMmeeT OONbHOIo CbIHA,
O04Yb-HOCUTENLHULY,
300POBbIX Manb4nKka u
0EBOYKY




X-cLiensfieHHoe peLieccuBHoe

HaCHeaReA E;

CBO
' \
o zd)3izi5ﬁ>6i7 8@ oL | 10/ u1] 2] 13
1 | 2 3 4 5 6 7 | 68

MyTauusa B reHe WAS ¢.397G>A B 4 3K30He
Pesynbrat mytauum: p.Gly133Lys




CeMenHoe KOHCYNLTUpOBaHue
X-cuenneHHoe peleccuBHOE

HacriegoBaHue

Koro obcneaoBartb? IIns yero oocnegoBaTthb
YyJ1eHOB ceMbu?

TeTu naumneHTa (cecTpsbl v/ VIcknioyeHne HocuTenobCcTBa
MaTtepu)
CecTpbl NauueHTa v/ VIcknoyeHmne HocuTenobCcTBa

[lpeHaTanbHasa guarHocTukay’ VicknioveHne pmcka

POXAEHUSA BOSIBHOIO
pebeHka



deHoMeH Mo3anumima




deHoMeH Mo3anumima

CuHpopom

Buckorta-Ongpunya

MyTauusa: 1046-1047 ins T B
10 9K30He

Pesynbrart: caBur pamMku
CUYNTbIBAHUS, paHHWUW CTOnM-
KOOOH B 494

TpaHcnnaHTauusa 60nbHOro
Manb4nka-normb

Ta e myTauusa y nnoga

300pO0BbIN N0 )KEHCKOro
nona

Cewmbs I.

?

MepnabopT no mea.
NnoKasaHnAaM




OAWH Nopa)XeHHbIN reH

oaHa 0osie3Hb



MyTauum B reHe WAS

Tpu pas3nnyHbIX deHoTuna:

 CwuHpapom Buckotta-Ongpuya (CBO)
« X-cuenneHHasi TpoMmbounToneHus

 BpoxageHHasa X-cuenneHHas
HEUTPOMNEHUS



MyTauum B reHe WAS

MyTauusa B reHe deHOTUN HeobxoaumocTb

WAS, TICK

npuBoasLas K

OtcytcTButo benka CuHgpom BuckotTa- 0a, Kak MOXHO
Onpgpunya paHbLUe

CHWXEeHUIo X-cuenneHHasq NHoraa,

KonnyectBa berika TPoOMOOUMTONEHUSA POOCTBEHHAS

HesHaunTenbHoMy X-cuUenneHHas ?

CHMXEHUIO HEeUTpOneHns

KornundyecTtBa benka



Pa3Hble reHbl — 0guH PeHOTUN

IL-2RY JAK3
ApTtemuc-

RAG1 1 RAG2 %& ﬁ VA

TKWA




eHaTalJibHad ANarHOCTUKa




bunoncma xopnoHa

* [lpoBognTCA cTPOro nog KoHTponem Y3U
 OObeM TKaHen - 10-15 mMr

« YacTtoTa nony4yeHust Heob6xoamMmoro
Kornm4yecTBa NNogHoro matepuana -
94-99,5 %

* OnTMmanbHbIE CPOKK - 10-12 Heaernb
 MepabopT oo 12-13 (oo 20)Henenu



[lpeHaTanbHaa AnarHocTuKa

CuvHapom
BuckoTtta-Ongpuya

* MyTtauusa: c.360+2ins T
B 3 9K30He reHa WAS

« 310POBbIN Marnb4mnK

Cemba T.

/]

¢




CeMenHoe KoOHCYnbTUpoBaHMe

TKUH
* MyTtauua: JAK3-?

* AYTOCOMHO-
PELIeCCUBHBLIN TUM
HacnegoBaHUA

« CTapLiaa geBo4ka
normdéna e 1 roa 2 Mec

?

Cemba P.

()

%)

I

|

TpaHcnnaHTMpoBaH oT
GpaTta



ANropuTtM JEUCTBUU

* Ecrnin no3gHo npuLnm Bo BpeMS
bepeMeHHOCT— npurnacuTb Ans
obcrnenoBaHUA cpa3sy nocne PpoXXaeHus

» CoxpaHATb MaTepuan, ecnm pebeHokK
YyMUPAET (KpOBb, ayTONCUNHBIN Matepuan)

* COXpaHATb N3BECTHYIO FEHETUKY (YTOOBI
ObINOo rae NoCMOTPETD)



MonekynapHo-reHeTu4eckas
OnarHoCcTuka

 [loaTBepxaeHne amarHosa

* [lporHo3 anst 6osbHOro

* [lporHo3 anga cembiu

* BO3MOXXHOCTL npeHaTanbHOW gMarHoCTUKA



