Jlekumnsa no reHetuke Ne10

Mefguko-reHeTn4yeckoe
KOHCYynbTUpoBaHue. [lopoooBagd
anarHocTtuka. [logxoabl K Ne4YeHuto
HacneacTBeHHbIX DonesHen.



Meaunko-reHeTn4yeckoe
KOHCYNbLTUPOBAHUE -

* Cneunann3anpoBaHHbIV BUO MEOULMHCKOW
NOMOLLN, HanpaBreHHbIN Ha
npegynpexaeHne NosBNeHNsa B CEMbSX
OONnbHbIX OeTen

* [lpocnekTnBHOE KOHCYNLTUPOBAHUE —
Npon3BOANTCA A0 pOoXaeHUsa pebeHka

» PeTpocnektnBHoe — nocne rnosiBieHuns B
cemMbe OOsibHOro pebeHka



B xoge KoHcynbTauum cemMbs JOMKHa
MONy4YnTb OTBETbI Ha CregyloLLne BONpOoChI:

» KakoBa npupoga 3abonesaHusa?

(He Bcakoe BpoxaeHHoe 3aboneBaHmne
ABMNAETCA HacneacTBEHHbIM)

e« Kak neuynTb 3aboneBaHune”?
« Uem OHO 3akaH4ymBaeTca?

* BO3MOXXHO N ero nogesneHue y gpyrux
OeTen B cembe?




3agadamMm Bpadva-reHeTuka
ABIAETCS:

* [locTaBnuTb ANArHoO3
* PaccuuTtaTtb reHeTu4eCcKknm puck

» [loHeCcTn MHOpMaLIMIO A0 CEMbU

* (lNokazaTenem TOro, YTO KOHCYNbTaLKA
npoBeaeHa ycnewHo, oyaet npuHATHE

poanTenamMm odbaymMmaHHOro agekBaTHOro
peLleHuns)



otanbl MK

[lepBOE nocelwjeHue

COop reHeTn4ecKkoro aHaMmHesa 1 NoCTPoeHme
reHeanorn4yeckoro Agpena

OcmoTp npobaHaa (U ero poacTBEHHUKOB) - aHanNus3
doeHoTuUna.

PaboTa ¢ nutepaTtypon n KOoMnboTEPHbIMU Bazamu
NAaHHbIX

HasHaueHnsa HeobxoamnMbIx NabopaTopHbIX U
NHCTPYMEHTAanbHbIX UCCNleQOoBaHNN, KOHCYNLTaLUN
cneunanuncToB

[cuxonorndeckas noggepxka cemMmby, JOroOBOPEHHOCTb O
crieqyloLLen BcTpeye



TaK,

« 1. CocTaBneHue poaocsioBHOU

* OTO NPOLECC aKTUBHbIN, Y CEMbMU
BbICMpalluuBaloT BCE NOAPOOHOCTH
poAcTBa, OblNK NN BbIKUAbILLN,
MEPTBOPOXAEHUS, KTO YeM bonen, Kkoraa u
OT Yero ymep, KTo Kak BbIrnsgern.



3artem,

2. AHanu3 cheHoTuna.

[eHeTnK ocoboe BHMMaHUe yaenseT getansam
CTPOEHUA N MENKNM aHAaTOMUYECKUM
OCODEHHOCTSAM.

Y reHeETNKOB CBO4 TEPMUHOJIOTUA.

C.H.laBnaeHkoB nucan: «[1nox ToT neguaTp,
KOTOPbIN HE pa3deHET U HE OCMOTPUT
poguTenen» (Mou BOSIbHbIW Nepeckas)



NABWUOEHKOB CEPIEN HUKONAEBWY
(25.08.1880 - 2.07.1961);

* - KpynHenwmnmn HesponaTosor u
reHeTuK Yenoseka. B obnactu
MeOULUNHCKOU reHETUKU nsyyan
HacrneagcTBeHHble bonesHn
HEPBHOWN CUCTEMBI,
pa3pabaTbiBarn OCHOBBI
MeOUKO-reHEeTUYEeCKOoro
KOHCYNLTUPOBAHUS, U3y4arn
reHeTn4eckne n cpeaoBble
NPUYNHBI KITMHUYECKOIO
nonumopdunsma
HacneacTBeHHbIX DonesHen u
9BOMOLUMNOHHbIE aCNeKThl
HEBpPOMaToNornu




NTak, 2. aHann3 doeHoTuna



Hanbonee T artenbHO n3y4yaroTcs
nuuo, rnasa,

SMNUKaHT

<

1 AHTUMOHTOMONAHbIN
paspes rnas,
-l

rmnepTenopusm,

TENeKaHT,

reTepoxpomms

pagyxek
Mwukpouedranus, [pyOble 4epTbl NnuUa
MOHIOSIOMOHbIN pa3pes (rapronnnam) npu

rnas MYKOMOJInCaxapmnaosax

]ouma[;l\@phlhalmo[ogy, wivivi: onjophc ¥

Trigonocephaly

TpuroHouedanus,
METOMUYECKUN LLIOB




YentocTtn, potoBagda normnocThb,

MaKporJjioccuna

«oTnyeckoe»
MWUKpPOrHaTmA HEBO

AHOManbHbIE
ONMUrogoHTUA y3A€e4Kkn BO PTY




Hun3ko
NOCa)keHHblIe
yLim

MUKPOTUA

[TeprnaypukynspHbie
BbIPOCTHI

ATpesud

CJTyXOBOrO

npoxoga

MepuapukynspHble
AMKWN 1 CKNaaku




Knuctm m ctonsbl




dpPaxHOOaKTUITNA

Bpaxnoaktunusa u
KITMHOOAKTUNUA

KaMNToOaKTUNITNA

KnuHogakTunua
MU3UHLA

N
bpaxu- n cuHgakTmnusa




Koxa, HOrTu, BOJS10Ch!

BUTUITUTO

Anctpodunsa Horren

npv CUHOPOME HOrTew- [emaHrmoma nuua npu
HaAdKOJ1IEHHWNKA cuHOpome |_|J-|-yp|-e_
Bebepa

p—
N CBepxpacTsMMOCTb U pyBLbl

TMNa «nanMpocHOW Bymarmny npu
cuHgpome annepca-LaHnoca

CKpy4€eHHble BONOCHI Npu
cuHaopome MeHkeca




AHann3 geHoTnna No3BondeT
npeanonoXnTb AnarHo3

Ho nHorga Tpebytotcs
OONOSTHUTENbHbIE NCCNeaoBaHUSA:

KapuoTtunupoBaHue

[Tonck nogobHoro peHoTmna B
nutepartype

KoHcynbTaumm cneunanucTos
(HanpuMep okynucTta, ans
BbISIBIIEHUA MOABbIBMXA XpyCTanuka
npu cnHapome MapdhaHa)




BTopoe noceljeHue

* [locTaHOBKa onarHosa

* PacyeTt pucka

» [loHeceHne nHdopmaLmnn 0O CEMbMU
« HabnogeHne n nevyeHune

* B cnyyae 6epemMeHHOCTU — npeHaTarbHas
(qopoaoBast) AnarHoCTuKa



NTak, anarHo3. KakoBbl K€ OCHOBHbIE
rpynnbl HacneacTBEeHHbIX
3abonesaHun?

 MoHOreHHble, NN MeHagenmpyroLwme 6onNesHn
(cm. katanor OMIM), korga 3abonesaHue
onpenensieTca ogHUM rmaBHbIM FrEHOM.

* XpoMOCOMHbIe B0oNe3Hn, To eCTb TEHOMHbIE U
XPOMOCOMHbIE MYyTaLum

 MynbTudakropumanbHble, TO eCTb
o0OyCroBneHHbIE MHOMMMW reHaMn 1 pakTopamu

cpeabl



1. MoHOreHHble bornes3Hu
pa3HOOOpa3HbI:

* GepmeHTONaTUN — AedEKTbI OTAENbHbIX
depPMEHTOB

» [lncnnasmm — HapyLleHune CTpoeHus
TKaHeEW

* CnHapomel MBI'P (MHOXeCTBEHHbIX
BPOXOEHHbIX NOPOKOB pPa3BUTUA) —
BOBIeY€eHbl pasHble TKaHU U CUCTEMbI

(CuHOpOM OT rped. — «beryLuime BMecTey, T.e.
YCTONYMBOE COMETAHME CUMMNTOMOB)



depmeHTONaTUN

(CcMHOpoOMbI An3meTadbornnama) — oeekT
OTAENbLHOro hepmMeHTa, HanpuMep:

* OeHunnketoHypua, AP
 AOQpeHoreHunTanbHbI cnuHgpom, AP
* Mykononucaxapuaosbl

» [leTn poxgarTca 300pOBbIMU, HO C
NepBbIX MECSILIEB XXU3HU KITMHUKA
HapacTaeT



[1lncnnasunu

(NpY MyTaLMAX FEHOB, KCMPECCUPYHOLLIMXCS
B onpeaeneHHbIX TKaHaX):

* HenpodunbpomaTos (bornesHb PeknnHrayseHa),
ALl * (cm. cn. cnavg)

« AxoHaponna3susa, ALl
 CuHapom MapdaHa, Al

« AHrMOpOTUYECKAsa aKToAepManbHasa ancnnasus,
XP

 [leTn poxxgarTca ¢ NpU3Hakamm aucnnasnm m
KNMMHUKA NOCTENEHHO HapacTaeT



[1pn3Hakm

HenpodmnbpomaTosa:
dbnbpombl U NATHA TUNa «Kodoe
C MOSTOKOM» . PnUbpombl
npouncxoaat na LLiBaHHOBCKUX
Krnetok. I menaHoumTbl 1
LLIBaHHOBCKUME KNEeTKU —
NPON3BOAHLIE HEPBHOIO rpedHS




CuHapombl MBI1P

(MHO)KeCTBeHHbIX BPOXAOEHHbIX NMOPOKOB

Pa3BUTMA) Kak pe3ynbTaT MyTaLui BaXKHbIX
PErYNATOPHbIX UITN FEHOB C NMNENOTPONMHbLIM

apdPpeKkTOM

 CuHopom HyHeH —
ayTOCOMHO-OOMWUHAHTHbIU
CUHOPOM HU3KOPOCNOCTMH,
HEeoObIYHOIro doeHoTUNa u
BPOXOEHHbIX aHOManun
(KpbINTOBMOHbIE CKIMAaOKu LWew,
KopoTKas wesd, gedopmaums
rpyanHbl, BPOXOEHHbIE MOPOKU
cepaua, KpUnTopxumsm).

http://genetics.rusmedserv.com/syndrom/user/



CuHgpom Anaxunna — ayToCOMHO-
OOMWHAHTHbLIN CUHOPOM

XapaKkTtepHoe nuuo

BHyTprne4YeHOYHbIN
Xonecrtas
BpoXxaeHHbIM NOpoK
cepaua

[ledeKTbl rmasHoro
Abnoka

Manble aHomManun
MO3BOHOYHMKA

http://genetics.rusmedserv.com/syndrom/user/



[ eHeTn4YecKn pUCK NPU MOHOTEHHbIX
bone3Hsix, nepenaroLLnXcs B CEMbE,
onpenensercd no 3akoHam MeHaens

* UTto BbI y>Xe npekpacHO Hay4Yunucb aTo
AenaTtb Ha NpakTUYeCKUX 3aHATUAX

Aa () Aa Hanpumep, npu
ayTOCOMHO-
peLecCcUBHOM

<> <> <> ‘ HacnegoBaHUU —

AA Aa Aa aa 2 5%



Ecnun 3aboneBaHne pernctpmpyeTcsa B CEMbe
BNepBble — 3TO CBMOETENLCTBYET O HOBOW
MyTauun. PUck ana cnenyroulero pebeHka

OyoeT onpenensatbcs NonynsyMoHHON
4yacToToW AaHHOM MyTauumn, ato Bcerga <<1%



M SIVIS=Z 0TIV WNMNISH OT

YHacToTa BCTpPEYaEMOCTUN PaA3HbIX MOHOINEHHbIX

bone3Hen B eBpONENCKON Nonynaunm
° An

« CewmenHas runepxonectepuHemua 1 : 500
e [lonunknctos noyek B3pocnbix 1 : 1250
« Xopes 'eHTUHrTOHa 1 : 2,500
« Cdepouymntos1 : 5,000
 CuHpgpom Mapdana 1 : 20,000

AR
« CepnoBunaHokneTo4yHas aHemua 1 : 625
(African Americans)
 Mykosucumgos 1: 2,000
(Caucasians)
 bone3Hb Tes-Cakca 1 : 3,000
(American Jews)
* OeHUNKeToHYpUS 1:12,000
 Mykononucaxapugosbl 1 : 25,000

« [anaktolemunss 1 :57,000

 XR
* MblweyHaa guctpodua OiowenHHa 1 : 7,000
 emodpunna 1: 10,000



[lons HOBbIX MyTaLWX OnNs
HEKOTOPbIX MOHOIMEeHHbIX Dofe3Heun:

« AxoHaponna3suns — 80%

* Hempodpmnbpomartos — 40%

* CnHgpom MapdaHa — 30%

« Xopesa [eHTUHrToHa — 4%

* [NonukncTos novek — 1%

« CemenHas runepxonecrtepnHemus <1%



2. XpOMOCOMHbIe DOMne3Hu

* lccnenyoTca UMTOreHETUYECKUM
METOLOM.

 BknoyaloT:

« [eHOMHblEe MyTaLMN — UBMEHEHNE YMCIa
XPOMOCOM

« XpOMOCOMHbIE MyTaLUUnN — UBMEHEHME
CTPOEHUSI XPOMOCOM



[ eHETUYECKUN PUCK Npn XpOMOCOMHBbIX

bonesHsx PaCCHNTbIBAETCAHA NCXOOA U3
LNTOreHETUYECKOW KaPTUHDbI

* [loaBneHmne XpoOMOCOMHOU NN F’EHOMHOW
MyTaummn y pedbeHka npu HopmasribHOM
KapuoTune poauTeren cBUOeTeNnbCTBYET O
HoBOW MyTauun. Puck gna cnegytowlero
pebeHka < 1%. (Ho HapacTaeT C
BO3pacToM mMaTepu.)



* Hanpumep, knaccumyecknm BapuaHT cMHapoma
HayHa (95% cny4yaeB) — nonHas Tpucomus (To
eCTb TPUCOMUSA BO BCEX KIeTKax) — peaynberar
HepacxoXaeHna XpoMOCOM B MeN03e, Npuyem

NoYTH BCerga MaTepuUHCKOM.

46, XX 46, XY

HoBas
MyTaums

47,XY,21+

[o 30 net

MeHee 1%

35 net

1%

45 net

10%




2. CeMenHble TpaHcnokauun gatoT
BbICOKMN PUCK

Poavtenu:

M s OO aa

Mapa 14 Mapa 21
apa apa Poautenb co c6anaHcMpoBaHHOI

TpaHcnokaunen 14\21
ameTa
BO3MO>KHbIe
BM,EI,bI rameTt



Mpu cNUAHUKU raMmeT TONbKO OAUH MOTOMOK NONYYUT
HOpManbHbIN HAbOp

Pogutenu: HOopMa cbanaHcupoBaHHaa TpaHcnokauusa 14/21

21

14 21 I ; 4
&4 . '

14

"hromosomes . . . . ‘ . ‘ . ‘

n

gamete

Chromosome . ‘ . . ‘ . ‘
n T
aHcnokaum-
L Normal Takas xe Trisomy hhonasomy ianeony P OHHBbI )
orma p )] ]Q
Hopma c6anaHcmpoBaHHas Lz . — cUHAPOM
TpaHcnokaums, KaK y He cOBMECTUMBI C XKMU3HBLIO OayHa

poauTtens



* bbiBaeT puck paxe 100%

« Hanpumep, npu TpaHcnokauum 21-m XpomMocombl
Ha ee roMorsior, PUCK poXxaeHust bonbHOro pebeHka
coctaBnsiet 100%, He3aBUCUMO OT TOro, KTO 13
poauTenemn ABNSIETCS HOCUTENEM TPaHCIIOKaLUUN.,

Poavtenu:
HopmanbHbIM poanTensb: Poantenb ¢ pobepTCOHOBCKOM
nBe 21 XpoMoCoMbl TpaHcnokaunen 21\21

[eTn: 21
21 h 21 h 21
JInbo moHocomus NMn6o Tpucomms



MTak, npn onpeageneHnn pucka

Npu XpOMOCOMHOW NaToniornm y

pebeHKa crneayeTt ucxogmuTb U3
KapuoTuna pogutenen



3. MynbtudakropumanbHble
3aboneBaHuA

e ObOycnoBneHbl KaKk HacneacTBeHHbIMU haKTopamu,
TakK un paktopamum BHELWWHEN cpeabl.

e 3TO Hanbornee pacnpocTpaHeHHble OOore3Hu:
peBMaTU3M, BPpOXAEeHHbIe MOPOKU cepaua,
nwiemMmuyeckas doonesHb cepaua, rmnepToHNYecKasa u
A3BeHHaA O00sf1ie3HU, LMPPO3 NevYeHn, caxapHbIn
AnaodeTt, OpoHXManbHaa acTMa, ncopuas,
lWwn3odpeHnsa u ap.

* Tak, wnsocdpeHuen 6oneroT okosrno 1% HaceneHnsa, caxapHbIM
Anabetom — 5%, annepruyecknumm 3abonesaHnammn — dornee
10%, runepToHnen — okono 30%.

 UHauye roBops, aTo 1O, C 4YeM Bbl OyfeTe
BCTpe4daTbCA eXeaHeBHO.



Cxema MynbTudakTopmanbHOro
3aboneBaHuA

reH reH

reH reH

reH
reH

reH

reH reH




[Tpumep: YnpolleHHas cxema pa3BuUTuS
BpoHXManbHOM acTMmbl

rmneppeakTMBHOCTH)

dakTopkl cpeabl:
~AJUICPT eHBbI,
~TPHITEpEI;
~MOJUTIOTAHTHL | T.JL




= N S I Q9 I S 03399 WM aOh=h O X

TeHBbI-KAaHAMIATBI ATONHMYECKOH OPOHXHANILHONH ACTMBI

Lo Al ol Lo S N

Ten XpomocomMuas Ha3szsaumue GenkoBoro npoayxra MIM
JOKANIH3AUMHA
I'enbl PaAKTOPOB AHTHIEHHOIO PACHO3HABAHMS M FYMOPAJILHONO HMMYHHOIO OTBETA
CSF1 1p21-13 MakpodaraibHbI KOJTOHMECTUMYJTMPYIOLLLAA 120420
dhakrop (M-KCdD)
IL10 1q31-32 HNurepneiikun-10 (UJI1-10) 124092
1L 1A 2ql3 Cyobsenuauiia UJ1-1 147760
ILIB 2ql3 Cyowrenunauia UJI-1 147720
ILIRN 2ql3 AHTAroHmcT peuenropa HMJl-1 147769
CD28 2q33-34 AHTHUreH T-kKierTok 186760
IL 124 3pl12-13.2 HUII-12A 161560
L2 4q26-27 NII-2 147680
IL3 5qg31.1 nii-3 147740
L4 5q31.1 nii-4 147780
IL5 5g31.1 nJi-5 147850
IL9 5q31.1 nJji-9 146931
ILI12B 5q31.1 nii-12B 161561
I1L13 5q31.1 HiI-13 147683
CSF2 5q31.1 IpanynoumTapHo-makpodaranbHbiin KCD 138960
(TrM-KCdD)
CD14 5g31.1 DaxkTop nmdhepeHLIMPOBKU MOHOLIMTOB 158120
TNFA 6p21.3-21.1 PMakTop Hekpo3a onyxosieit o (PHO-o) 191160
TNFB 6p21.3-21.1 DOHO-B 153440
LTB 6p21.3-21.1 JTvumpoTokcuH-3 600978
HILA-B, -DR | 6p23-21 AHTUINCHBbI TMCTOCOBMECTHMOCTH 142830
142860
IL6 7p21 nJi-6 147620
TCRB 7q35 B-cyObeamHMLIA AHTUICHHOTO peLiernTopa 186930
T-xknerok
IFNA 9p23-22 HNnurepdepor-o (MbH-o) 147660
FGF3 1113 dakrop pocra (bubpobiiactos 3 164950
IGIF (IL18) 11g22.2-22.3 | dDakrop nHayKummn UdH-y 600953
IFNG 12q14 HUdbn-v 147570
IGF1 12q15-24.1 HNucynmnHononob6usiii dhakrop pocra 1 147440
SCF (MGF) 12g22 MPaKTOpP POCTA TYUYHBIX KJIETOK 184745
TCRA 14911.2-12 o-CyOBeAMHMLIA aHTUICHHOIO pelenTopa T-kKineTok 186880
IGHE 14932-33 Tsokenast uens IgE 147180
CSF3 17q11.2-12 I'pPanynoumTapHbiit KCOD (I'-KCD) 138970
TGFB1 19913 TpaHchOpMHUPYIOLLIMI POCTOBLIN (bakTop [3-1 190180
Tenbl MENUATOPOB BOCIAJIEHHS W CONYTCTBYIOIIMX (PaAKTOPOB
PAF — MaKTOpP AKTUBALIMM TPOMOOLIMTOB —
TBXA2 — TpombGokcaH A2 —
VCAMI 1p32-22 Cocyamcrasi MoJieKyJia anresvm 1 192225
SELE 1923 CenexktuH E 131210
SELP 1g23 Cenekru P 173610
EDN2 1p34 DHIOTEINH 2 131241
LTC4S 5q35 JletikorpueH C4 cuHTasa 246530
PAFAH 6p21.2-12 Auervwaruaposiasa hpakropa akrTuBalmm TpoMo6o- 601690

LIMTOB




Tabauwa 13 (npodoaxcerue)

I'en Xpomocomuan Ha3ssauue 0eJKOBOr0O NMpoOaAyKTa MIM
JNOKaIH3aumsa
EDN1 6p24-23 DHaoTenmH 1 131240
TACI 7q21-22 TaxukMHUH | 162320
NOS3 7935-36 DHAOTE/TMAIIbHAS CUMHTA3a OKMCH a30Ta 163729
ALOXS 10q11.2 ApaxuIIOHAT S-JIMITOKCUTIeHas3a 152390
TAC3 12q13-21 TAXUKMHUH 3 162330
NOS1I 12q15-24.1 HeiltpoHanbHasi CMHTa3a OKMCH a30Ta 163731
LTA4H 12g22 JlenkorpreH A4 ruaposiasa 151570
ALOXSAP 13q12 MakTOp AaKTUBALIMM APAXHUIOHAT S5-/IMIMOKCHUICHA3bI 603700
HRF 13g12-14 MaKTOp BLICBODOXIECHUSA rMCTAMWHA 600763
ESD 13q14.2-14.3| Dcrepaza D 133280
ITGAL 16pl11.2 HMurerpuH oL 153370
RANTES 17g11.2-12 Crneumduueckuii nporenH p228 T-kieTok 187011
EOTAXIN 17q12-22 dakTop XeMoTakcuca 203uHopwIoB 601156
NOS2 17q12-22 MuaoyunbenbHasi CMHTa3a OKMCH a3ora 163730
ICAM?2 17q23-25 MeXKKICTOUHAsi MOJICKYJ/IAa AJIre3umn 2 146630
ICAM1 19p13.3-13.2| MexxieTouHasi MoJIeKyJ1a aare3uu | 147840
EDN3 20q13.2-13.3| DHoorenmH 3 131242
ITGB2 21g22.3 HNurerpun B2 600065
I'eHbl PEUENTOPOB MEAHATOPOB M (PAKTOPOB rYMOPAIBLHOINO HMMYHHUTETA
CSF3R 1p35-34.3 Peuenrop k I'-KC®d 138971
PTAFR 1p35-34.3 Peuenrop (hakropa akTMBaliMMu TPOMOOLIMTOB 173393
TNFR2 1p36.3-36.2 | Peuentop 2 PHO 191191
IL6RA 1921 o~uens peuenropa UJI-6 147880
FCERIA 1g23 o-11erb Bbicokoaddurnoro peuenrtopa IgE 147140
FCERIG 1q23 v-Lenb BoicokoadunHoro peuenropa IgE 147139
ILIRI 2q12 Peuenrop UJI-1 Tuna 1 147810
CCR3 3p21 Peuernrop XeMOKHMHOB 601268
CCR1 3p21.3 Peuernrop XeMOKMHOB 601159
IL5RA 3p26-24 a-uenb peuenropa WUJ1-5 147851
TACR3 4925 Perientop TaxuKMHHUHA 3 162332
GRL 5q31.1-33 PelenTop miioKOKOPTUKOMIIOB 138040
ADRBZ2 5q32-34 B,-anpeHepruiecKrii peLenTop 109690
CSFIR 5933 Peuernrrop M-KC®D 164770
IFNGRI1 6p23-24 PeuenrTop 1 M-y 107470
TL2RA 10p14-15 a-uens peuerrropa UJ1-2 147730
FCERIB 11q12-13 B-uens BeicokoadduHHOro peuenrtopa IgE 147138
I1. 10RA 1123 o~uens peuenropa UJI-10 146933
TNFR1 12q13.2 Peuernrrop 1| ®HO 191190
HTR2A 13q14-21 Peuentop cepoToOHUHA 182135
EDNRB 1322 Peuienrop 3Ha0TeanHa Turna B 131244
IL4RA 16p12.1-11.2| o-uens peuernrropa MJ1-4 147781
FCAR 19q13.4 BobicokoadduHHbINA peuenTop IgA 147045
TBXAZ2R 19p13.3 PeuenTop TpoMOokcaHa A2 188070
IFNGR2 21g22.1 Peuentop 2 UdbH-y 147569
CSF2RB 22q12.2-13.1| B-uens peuerrropa FIM-KC®dD 138981
IL13RA1 X o, -uens peuerrropa MJI1-13 300119
IL2RG Xql3 v-uens peuentopa WUJ1-2 308380
CYSLT1 Xql3-21 Peuernrop LMCTEe MHWI JIEMKOTPUEHA 300201




- B

Tabauya 13 (oxonuyanue)

I'en Xpomocomuas Hassaune Genkosoro npoaykra MIM
JIOKAJM3auus
ILI3RA2 Xql3.1-28 o,-Lerb peuentopa UJT1-13 300130
CSF2RY Xp22.32, o-uens peuenropa 'M-KC®D 425000
Ypll1.3
IL9R Xq28,Yql2 |Peuentop UJI-9 300007
Tensl hpakTopoB TpancKpunumu

JAK] 1p31.3 JAK-THpo3uHoBas kuHasa | 147795

STATI 2q32.2-32.3 | TpaHcMmuTTEp CHTrHANA M aKTHUBATOP TPAHCKPUII- 600555
MM 1

JAK2 9p24 JAK-Tupo3uHoBas kuHaza 2 147796

NFKB2 10g24 Cy6benmnnua 2 saepHoro dakropa TPAHCKPUIT- 164012
uvu xB

STAT6 12q14.3-24.1 | TpancmuTrep curtana u AKTHBATOP TPAHCKPMUII- 601512
unm 6

NFYB 12q22-23 B-cybbeamumua sizepHoro gakropa TPAHCKPMII- 189904
ummn 'Y

STATSA 13q TpancmuTTep curHana u AKTHUBATOP TPAHCKPMII- 601511
LMK SA

NFKBI 14q11.2-13 | Cy6peamnnua | smepHoro (hakTOpa TPAaHCKpPHII- 164011
M kB

STATSB 17q11.2 TpaHcmuTTep CcHrHana u akTuBaTop TPAHCKPHIT- 604260
uuu 5B

JAK3 19p13.1 JAK-THpo3suHoBas kunasa 3 600173

TYK2 19p13.2 TuposuHkunasza 2 176941

JIpyrue renp:

GSTM 1 1pl13.3 Diyratmon S-tpancdepasa p-1 138350

CTLA4 2q31-32 AHTHIeH 4, aCCOLMMPOBAHHBII ¢ LIMTOTOKCHUUEC- 123890
kMM T-kinerkamm

BCL6 3q27 IMporenn aumdbombl B-kiietok 6 109565

MUC7 4q13-21 Myuwmn 7 158375

CFTR 7q31.2 TpaHcMeMOpaHHbII PeryasSTOpHbII Ge/10K 602421
MYKOBHMCLIMIO3a

NAT2 8p23.1-21.3  |Apunamun N-auermnrpancdepasa 2 243400

TLR4 9gq32-33 Toll-nono6HwIit peuenTtop 4 603030

HTm4 1113 TpancmemOpaHHbIii npoTenH 4, creumr@uUIHbIN -
JUTSI FEMATOTOATUYCCKUX KJIETOK

cCle 11q12-13 Yreporno6us (Bnacrokmumm) 192020

AC, ACT 1432 HMHruburope! rporeas 107280

CYPAI 15q22-24 uroxpom P450 108330

GSTT1 22ql1.2 [nyratnon S-tpancdepasa 6-1 600436

[Tpumeuanne. MIM — Homep no Karagory V.A. McKusick «Mendelian Inheritance in Man»

(http://www.ncbi.nlm.nih.gov/OMIM). B ta6uie MPHBEICHbI TOJILKO HAUBO/ICE BAXHbBIC reHbl- KAHAMIATI

ACTMBbI, TAK KaK 110 HEKOTOPbIM OLICHKAM MX YMCJIO COCTARNSeT akann 1000

™~ 1900, a?
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Puck B Takux cny4vasix paccumtaTb KpanHe CriOXHO

(B ogHon 13 nepBbIX paboT, BkntoyasLwen okono 7000 6rn3HeyoBbIX Nap B
LLIBeunn, KOHKOPAAHTHOCTb NO acTMe Y MOHO3UTroTHbIX (M3) 6rnnsHeuoB
6bina 19 % no cpaBHeHuto ¢ 4,8 % y ansurotHblx (O3) (Edfors-Lubs M. L.,
1971). [eHeTUKo-aNMaeMMNONOrMYECKNA aHann3, NPOBEAEHHbIN B
TacmaHun, NPoaEMOHCTPUPOBAr, YTO WWaHCbI AeTen 3aboneTb acTMon B
2,63 pa3sa Bblle, eCyfiv Y HUX CTpaaalrT AaHHOU naTonormen MmaTtepu;
B 2,52 pa3a — ecnu 6oneroT oTubl U B 6,69 pa3 — ecnu 6oneroT o6a
poautens (Jenkins M. A. et al., 1993).

OG6o0OLeHHble AaHHble NUTepaTypbl No

MynbTUakToprnanbHbIM 3ab6oneBaHNAM

coOpaHbIl B TaK Ha3bliBaeMble Tabnuuam
3IMMNUPUNYECKOro pucka




[Mpumep Takon Tabnuubl 3MNMPUYECKOro puUcKa

Puck 3aboneBaHusa poacTBEHHUKOB OOJIbHbIX C
Pa3nM4yHbIMU NCUXNYECKMMUN OOone3HAMMU (B NpoLeHTaX)

MaHunakanbHo-
PoaocTtBeHHUKM LLInzodopeHus OenpeccuBHbLIN anunencusa
OonbHOro NCMXo3
Cubcsbl, ecnun oba 8 12 5
poauTensi 300poBbI
Cunbcesbl, ecnu ogvH
N3 pogutenen 14 26 12
ooneH
Cubcesbl, ecnn oba 46 43 50
poautensi 6onbHbI
AN3nroTHbIN 23 20 13
onnaHew,
MOHO3UroTHbLIN 20 75 58

onnaHel,




NTak, Bpad TeM UNmM MHbIM CNOCOOOM
paccYNTbIBAET PUCK NOSABNEHUS
3aboneBaHns y NoToMcTBa

Puck pa3Butusa saboneBaHus
MeHee 5 % cumTtaeTca HU3KUM,
oT 5 00 10 % — NOBbIWEHHbIM,
oT 10 — 20 % — cpeaHum,
Bbile 20 % — BbICOKUM.™

*



3aKMrYnUTErNbHbIX 3Tar
KOHCYNbTUPOBaHUA — COOOLLEHNE
pe3yribTaToB CEMbE

* CooOLlaeTcHa TONMbKO poauTersam

« Ha 6eceny oTBOAUTCA CTOMBKO BPEMEHMW,
CKOINbKO NoTpebyeTcs

 Agantayma ceMbn K gnarHosy MOoXeT
3aHMMaTb OT 2-X MecsdueB 00 2-X NneT

* PelleHne o ganbHeWULwem OeETOPOXOEHNN
NPUHUMAIOT TOJTLKO poauTenu



PelleHnem poantenem MoxeT
CTaTb:

* PoxaTb

* He poxaTtb

* YCbIHOBUTb

* PasopBaTtb Opak

* PoguTb OT Apyroro napTHepa

* [IpUMEHNTL OOHOPCKOE OCEMEHEHME

* PoxkaTb, HO C JOpPOAOBOUN ANArHOCTUKOW




TonbKko B3rMAHyTH!




[opogoBaga (NnpeHaTtanbHasa)
OUarHoCcTuKa



MeTOodbl 40POA0BOUN ANArHOCTUKNA

NMpeguMmnnaHTa-
LLUOHHAA
AUarHOCTUKa

o

N

HenHBa3unBHbIE
MeToAbl:

YnbTpasByKoBOE
nccregosaHme (Bo
BCE CPOKM)

XI'Y, anbda-
deTonpPoOTENH U
9CTPUOI B KPOBU
mvatepu (1 un 2
TPUMECTPHI)

MHBa3uBHbIE MeToAbI
(ecTb pUCK npepbiBaHUA
OepemMeHHOCTH):

buoncusa xopunoHa (10-11 Hen.)
AMHMoueHTe3 (16 — 17 Hen,.)

KopaoueHTtes u
nnaueHToueHTes (nocne 20

Hepn.)




[lpeanmnnaHTayMoHHas
OnarHocTuka

 [1pun aKkcTpakopnopanbHOM
onnogotBopeHun (3KO)
bepyTca brnactomepbl Ha
cTagun Mopynbl U n3yyaroTca o
nMnraHTaumm 3apoabilla



HenHBa3nBHbIE METOAbI

« Y3
* llccnegoBaHMe CLIBOPOTKN MaTepu

HapyweHune

Aodl

Xr

Tpucomusna 21 - cuHgpom
HdayHa
Tpucomusa 13
Tpucomun 18

OTKpbITbIe AedeKTbl
HepBHOMN TPYOKH

3aaepxKka pa3Butus,
yrposa
npexaeBpeMeHHbIX
ponos,
BHYTPUYTPOOHasA cMepTb
nnopa

MHoronnogHas
0epeMeHHOCTb

MoHMXEeHHbLIN

HopmanbHbIn

MoHWXEeHHbLIN

MoBbIWEHHbLIN

MoBbIWEeHHbLIN

MoBbIWEHHbLIN

MoBbIWEeHHbLIN

MNMoHWXeHHbLIN

NMoHWXeHHbLIN

HopmMmanbHbIN

HeT paHHbIX

MNMoBbIWEeHHbLIN




IHBa3nBHbIE METOAbI



BopcuHyaTter .

— bruoncua xopnoHa Ha
; ‘ iz\ffaawuxysm 8 —_ 10 Heﬂ,eﬂe

S “’4 bepeMeHHOCTU

KaTteTtep

Mnop




Bo BTOpOM TpuUMecTpe
bepeMeHHOCTN NPOBOAUTCS

AMHMOLIEHTES —
B3ATUE
[naueHToLEHTES — OKONMOMNJIOAHbIX BOA,
ounoncusa TkaHu
nnaueHThbl
Buoncusa
KOXW
KopooueHTes —

B3ATME KPOBU
N3 Nyno4YHOU
BEHbI




[1lpouenypbl NPOBOAAT NoA
KOHTpornem Y3V




I et & NS e S e L L L A AR O S C AR RS S SR LSRR T i et R Lot SR RS AL B L B e Rt Bt L 2 e Ll e S SR R S
A WWinpuy ana Guoncum

YAbTpaseyKosa DETOCKONMA BOPCHH XOPHOH
Bo3moxHocTeln ANarKocTHKa
Hemano
< | , paHcabpoMHHanbHbIK
AMHHOUMTBI ‘

45 aMHHOLEHTES
Koprouenres /s /%

AMHUOTUYECKAA NONOCTH
Tpacuepsuxanbhbil /L

METOA Guonchm BopcuHyarbii XOpUOH
BOPCHH XOPHOHA
MynoYHbIA KaHaTHK
Karerep

Bnaranuwé

(Lleitka marku MpAMaR KuLWKa




TaGamna 53-1. Hexotophie HauGonee TAXENRE MOPOKH PAIBUTHA, ONpeaeNsAieMble METOAOM YILTPa3BYKOBOTO CXAHHPOBaHHSA BO
Il TpuMecTpe GepeMEHHOCTH

HC Cxener MyJIsTECHCTENEME Oprasm Gpromnol Tpynuas xaerxa Foxosa » aANLO
' HApYIDEHMS NONOCTM B TA34
AHsHUehanuA AXORIOPONIAIKA 3azepXKa pocTa Qubanouene Bpoxnéuunwe nopo-  3agqka ry6a ¢ soa-
JHuedanouene HecopepmieHHEIH Boaauxa MNogeunas arexe- KM cephia YESH MACTHIO HIH
ApHH3HUchanug OCTEOreHe3 OnurornapaMHHOH SHA OwadparmansHas Oe3 Hed
Tuapouedanna TararodopHas lacrpowmnsne rpuiXa Muxpodransmus
BHCTLTAIM XKenynouro- .
TIoTHIrKApaMHHOH KHIICYHARA aTPeIHA
Tloyeuynnd XUCTOR
T'uapouedpos

Tabasma 53-2. MeToab! NpeHaTaNnbHOR TUATHOCTHKH M CBASAHHHI ¢ HEMM pHCK

Cpox GepemennocT OnTaMaarioe BpeMs PucK BUERAMDIS JocTynmocTe
Hpeaunnnanraunoanuit mepuon

Buoncua sM6proxa 6—10-x1eTOYHAR CTARMS He onpenenés, MeToR CIUTAIOT OrpaHnucHHan
GeaonacHBM

1 rpumectrp (013 menens)

BHONICHA BOPCHH XOPHOHA: CneunannanposanHoe o6opy-
TPAHCOEPBHKANBHAN 9-12 Hepenn 0,5-2,0% JOBaHHEe
TpaHcASROMUHANBHASR 9—13 Hemenn 0,5-2,0%

MaTtepHHCKHER XPDOBOTOK C 6-H Hesenn Beaonacen CrneuHanH3IxposaHHOe 060pYy-

JOBaHME

O rpamectp (14—26 neneas)

TpaucabpomaHansHag SUOTICAN 14—40 Heaenn 0,5-2,0% Cnennanu3uposasuae ofopy-
NAALEHTH DoBaHMC

¥3H 16—18 Hepens Besonacex LIHpOoKO IPHMEHSIOT

AMHHOLCHTE3 16—18 Henens 0,5% LHInpoKo IpHMEHAIOT

KopaoueHTes 18—40 Henens 1% CrneunanusnpopaiHoe oGopy-

AOBAHHE

®erockonus 1820 Heaens % HI¥poKo IPHMEHTIOT

Buoncus TxaHel nioga 18—20 Henens % Y3Ko cneuHanTu3HporRaHOe 060-

pPYHZOBaHHe

Ipumeganue. B cayvae ecaH HeoGXOOMMO KYJIBTHBUPOBARME SMODROHAIBHEIX TKaHe}, IHATHO3 MOXET GBITE OTIOXCH Ha 2—4 HEOeIH.



[lony4YeHHbIN MaTepuan nccneayror
LUUTOreHETUYECKN, DUOXUMUNYECKW,
metogamu OHK-anarHocTukn. Bpad
COOOLLaeT ceMbe pe3yrnbraThl.
[1o pe3ynbTaTtam cemba NPUHUMAaET
peLleHne o NPOOOITMKEHNN NN
npepbiBaHNN DEPEMEHHOCTW.






