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[1lnaH nekuwnwu:

MCTOpVIFI MEeOANKO-TeHETNYECKOIo
KOHCYJ1IbTUPOBaAHNA.

Llenin, meToabl 1 3agayn mMeguko-
reHETUYECKOro KOHCYNLTUPOBAHUSI.

JT1anbl MEONKO-TEHETUYECKOTO
KOHCYJ1IbTUPOBaAHNA.

[MpyHUKMNbI pacyeTa reHeTUYeCKoro
pucka.

MeToabl JOPOOOBOW ANArHOCTUKM.
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Cop ®paHcuc NansToH

 MOXeT C NonHLIM NPaBoM (Francis Galton; 16 despans
CYNTaTbCS OOHUM U3 1822 — 17 aHBaps 1911)
«OTLOB» FEHETUKM YeroBeka '

« KyseH Y.[lapBuHa

« 3aHmMmMancsi Bonpocammu
HacneacTBEHHOCTWH,
buomeTpuen,
aepmarornndounkon,
CTaTUCTUKON U
TeCTUPOBaAHUEM; NEPBbLIM
Ha4yarn nsy4yeHue 6rmM3HeLoB. SR

« Cospgan eBreHuKy (Hayky ob
yrny4dLleHnn YenoBe4yeckou
nopoabl).




Y Hux ¢ Y. [lapBnHoM Obin obwiunn gen —
Jpa3m [lapBuH

Apa3m [JapBUH - aHMWINCKUIA BPaY, HATypanucT, nsobpertarens 1
noaT. OanH n3 Hanborsee 3Ha4YMMbIX aesTenen 6pmUTaHCKoro
[MpocBelleHns. ABTOp NepeBoaoB Ha aHIMUNCKUA A3bIK TPYO0B
Kapna JlnHHes. CobecegHuk XK. XK. Pycco. N3obpeTtaTterns.

(1) Mary Howard —CErasmus Darwin>—— (2) Elizabeth Chandos Pole

(1731-1802)
Charles  Erasmus  Robert __  Susannah Amne ___ Samuel Tertius
Waring | Wedgewood Violetta Galton
Emma < Charles Robert Darwin > w
Wedgwood (TS09-T88Z) 522-1911)
George Howard Francis Darwin Eight other
Darwin children

Charles Galton Darwin
(1887-1962)



006 MCTOPWUM KOHCYNLTUPOBaHNSA

[lepBLle reHeTU4YeCcKne KOHCyneTauum Hadanu nposoauteca B CLUA (wTar
Hobto-Mopk) B 1910 r. Hapnb3om [JenBeHnopTom.

B Mockee B Hayane 30-x rogoB cyLlecTBoBasnn MeanKo-eBreHn4Yeckmne
KOHCYInbTauum, opraHnsoBaHHble aBugeHkoseiM C.H. u Meguko-
reHeTunyecknm MHcTUTyT BO rmase c Jlesutom C.I. N\sagaBarnca meauko-
€BreHM4YeCcKUn XXypHarn.

B 20-30-x rogax XX Beka B lepmaHun n CLUA Obinu nsgaHbl 3aKOHbI,
3anpeularoLime BCTynreHme B bpak nuuy ¢ onpegeneHHbIMn
3aborneBaHUsMIN, YTO NPUBESO K AncKpeanTauum esreHnkn. Meguko-
reHeTu4ecknm MHCTUTYT B MockBe bbis 3aKpbIT, J1IEBUT apecToBaH U
pacCTpensH.

TepMUH «MeanKo-reHeETUYEeCcKoe KOHCYbTUpoBaHne» Oblfl BBEAEH B KHUTE
L. Puga «KoHcynstnpoBaHne no MmeguumuHcKon reHetuke» (1935 ).

NHTeHcnBHoOe passutne MIK B pa3Hbix cTpaHax (B TOM 4ucrne B Poccun)
Havanocb B 60-70-x rogax XX Beka.

Hesapgonro go cmeptn (1961) C.H. [laBuaeHkoB Ha4dan opraHM3oBbiBaTb
JTabopartoputo meanumHckon reHeTukn. B 1969 r. no peweHuto
[MpaBuTenbcTBa co3gaetca VIHCTUTYT MmegnunmHckom reHetukn AMH
CCCP. m pykosoguT H.I1.bo4koB.




[HaBngeHkoB Cepren Hukonaesny

- KpyNHEeWLIUN OTeYEeCTBEHHbIV
HEeBpPONaTonor U reHeTuK
yenoseka. KHura
«HacnencrtBeHHble 60ne3Hn

HepBHOM cuctembl» (1932). C.H.

[aBnaeHkoBa HY)XHO cUYUTaTb
OCHOBOMOMNOXHMKOM MeONKO-
reHeTU4YeCcKoro
KOHCYIbTUPOBAHNA —
NPaKTU4ECKOro UCrornb30BaHNS
MeaUKO-reHeTUYEeCKUX 3HaHUN B
MeanumnHe.

[To9TOMY KNMHUYECKas reHETMKA — YacCTb
Kypca HeBpornorum B Hawem BY3e.

25.08.1880 - 2.07.1961




Menounko-reHeTnyeckoe
KOHCYJIbTUPOBaAHUE 3TO
cneunann3npoBaHHbIV BUO MeAULUHCKON MOMOLLIN,

HanpaBneHHbIN Ha NpeaynpexgeHne nosiBrneHns B
cemMbsiX OOrnbHbIX AeTeN.

[ lpoCcnekTBHOE KOHCYNLTUPOBaHUE —
NPoOn3BOANTCA 00 POXOEHUS pebeHKa.

‘PeTpocnekTnBHoe — nocne nosiBfieHns B CeMbe
bonbHoro pebeHka.



[ToTpebHocTb HaceneHnus B MK,

« YacTtoTa HacneacTBeHHbIX 3aboneBaHUin HEBESUKA,
BCTpe4YaeMoCTb DOMNbLUMHCTBA MOHOIMEHHbIX bone3Hen 1
Ha COTHU Tbica4. Camoe YyacTtoe HacneacTBeHHoe
3aborneBaHue — cuHgpom LayHa (1 : 700 — 800).

« CyulecTByeT NoHATME «opdaHHble 3aboieBaHns». ITO
penkue 3abonesaHud, 3aTparmearoline HEOOSbLLYIO
4yacTb nonynsauymn. Ha cerogHa B Mupe n3BecTtHo boree
LLIECTN ThlcsaY opddaHHbIX 3aborieBaHnii. bonbLuasi nx
yacTb — npumMepHo 80 % — MMeeT reHeTUYECKYo
npupoay. Ana ctumynaumm nx nccnegoBaHnm u
co3gaHusa nekapcTB ana HMX obbl4HO TpebyeTcs
noggep)ka co CTOPOHbI rocyaapcTaa.



CTpyKTypa HacrnegcTtBeHHOW
naTonornn

18%

B MoHOreHHbIE 3200.1eBAHNS
99,

[0 XpomMocoMHBIE adeppanym

B Myabmu( ak TOpraibHbIE
73% 00JIe3HIT

Tpwn OCHOBHbIE TPYMMbl HACNEACTBEHHbIX
3aboneBaHU



[TokasaHnammn anga Mmeguko-reHeTU4eCcKkoro
KOHCYNbTUPOBaHUSA ABMSAOTCSA:

1) poxxaeHue pebeHKka ¢ NOPOKOM pa3BUTUS;
2) HacneacTBeHHas 60Ne3Hb B CEMbE;

3) 3agepkka n3NYecKoro 1 yMCTBEHHOrO
pa3BUTUA Yy pebEHKA;

4) NOBTOPHbIE CNOHTaHHbIE abopPThl, BbIKNALILLN,
MEPTBOPOXOEHUS;
5) 6rnnM3kopoaCTBEHHbIE DpaKu;

6) BO3oenCTBME TepaToreHoB B NepsBble 3 Mecsdua
bepeMeHHOCTH;

/) Hebaronosy4yHoe npoTekaHne 6epeMeHHOCTH.



B xo4e KOHcynbTaunum cemMba OOJTKHA
Y nony4ynTb OTBETHI HA Takne BOMPOCHI:

» KakoBa npupoga 3abonesaHusa?

(He Bcsakoe BpoxaeHHOe 3aboneBaHue
ABMNSETCA HAacneaCTBEHHbLIM)

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

* BO3MOXHO nn ero nosgBneHne y apyrmnx
neten B cembe”?




3agavyamu Bpa4ya-reHeETunKa ABJ1AETCHA.

PHUMY

* [locTaBuTb AMArHo3

* PaccuntaTtb reHeTU4eCKUnN PUCK

 [loHecTn nHpopMaLUnO OO0 CEMbMU

[TokaszaTtenem TOoro, YTo KOHCyIbTauns
npoBefeHa ycnewHo, dyaeTt npuHaTue
poanTensaMmn oogymMaHHOro agekBaTHoOro

peLLEeHUs.




MeToabl, KOTOpbIE UCMOMNb3YIOTCA NPW
KOHCYNbTUPOBaHUN

* [eHeanormnyeckumn

* LlnToreHeTn4yeckmnu

* bnoxmmmnyecknm

o [1HK-anarHocTmku

* [lonynaunoHHO-CTaTUCTUYECKUN
» [lepmaTtornudpunyeckunm



JTanbl MegUKO-reHEeTUYECKOro
KOHCYIbTUPOBaHUA



[lepBoOe nocelleHne Bpaya

COop reHeTn4eckoro aHamMHesa 1 NoCTPoeHne
reHearnormn4eckoro apesa

OcmoTp npobaHaa (M ero poacTBEHHMKOB) -
aHann3 goeHoTuna.

PaboTa ¢ nutepatypon n KOMMNbIOTEPHbLIMU
ba3amMy gaHHbIX

Ha3HauyeHnst Heobxoammbix NabopaTopHbIX U
MHCTPYMEHTAanNbHbIX UCCNeaoBaHNN,
KOHCYNbTauMn cneunanncToB

[lcuxonornyeckas nogaepxka cemMbM,
OOroBOPEHHOCTbL O criedyloLlen BcTpeye



CocTaBneHumne pogocioBHOU

1)  pOOOCNOBHYIO HAYMHAKOT CTPOUTL C NpobaHaa - nuua,
C KOTOPOro Ha4YnMHaeTcsa uccnegoBaHne cembun. bpatbs
N cecTpbl NpobaHaa — cmbcekl (CnbnnHrn)

2)  Kaxgoe MOKOIIeHNe HyMepyeTcst pPUMCKUMU Lindopamm
CNneBa;

3) 0cobu OAHOro NMOKONeHUst pacrnonaralTcs Ha
rOPU30HTaANBHOW NIMHUK N HYMEPYIOTCS apabCcKnmm

Lmdopamu.
| O
_— npobaHp,
I 5)

1 é é

1 2 3




AHann3 peHoTMna

e [eHeTuK ocoboe BHMMaHue
yaoensieT getansiM CTPOEHUA U
MENKUM aHaTOMUNYECKUM
OCODEHHOCTSAM.

* Y reHeTUKOB CBOA TEPMUHONMOTIA
(KaMnTO4AKTUNKUS,
rmnoTenopusm, cMHopus3 1 T1.4.)

* C.H.[laBngeHkoB yumn: «l1nox
TOT Negmatp, KOTopbIA He
OCMOTPUT poauTenen» (Mou
BOJSIbHbIN Nepeckas)



[Tpnmepbl ocobeHHOCTEN Pa3BUTUS



Hanbonee TLWATENBLHO U3Yy4alOTCA NMULO,
rnasa,

AHTUMOHIONONAHbLIN
1 paspes rnas,

SMNUKaHT

% runeprtenopuam,
~ TernekKaHTr,
reTepoxpomms
pagyxek
Mukpouedpanus, [pyOble 4epTbl NnuUa
MOHIOSIOMOHbIN pa3pes (rapronnusm) npu
rnas
Trigonocephaly
Fused
i
TpuroHouedanus,
METOMNUYECKUN LLIOB




CTPOEHME POTOBOU MOSIOCTMN,

MaKporJjioccuna

«oTnyeckoe»
MWUKpPOrHaTmA HEBO

AHOManbHbIE
y3OEe4Kn BO pPTYy
OJSINTOOOHTUS




CTPOEHME yLlUeun,

Hu3ko
rnocaXXeHHble
yLn

MepunaypukynsipHble |
BbIPOCTbI

Y ATpesus /
CITyXOBOrO

npoxoAa Sf :
Haceuykn Ha - ¢

MOYKe yxa

MNepuapukynspHble
AMKMN




OCODEHHOCTU KUCTEN U CTOM,

[NonupakTnnus ApaxHoaaKTUnus npu
cuHgpomMme MapdaHa

Kamntogaktunua

KnnHopgakTnnus
MU3NHLA

OnurogakTunus




OCO6eHHOCTI/I KI/ICTeI/I cTon,




OCODEeHHOCTU CcTOomn.

CanpaneBunaHas
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Koxa, HOITn, BOSoOCH!

BUTUITUTO

[ncTpodus HorTel [[emaHrnoma nuua npu
Npy CUHAPOME HOrTelA- cungpome LUTypre-
Ha[KOMEeHHMKa Bebepa

PILLI TORTI

=
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M— CBepxpacTsSXMmMocTb U pybubl
TMNa «nanMpocHOW Bymarmny npu
cuHgpome annepca-LaHnoca

CKpy4€eHHble BONOCHI Npu
cuHaopome MeHkeca




Mccnenyetca aepmaTtornmgouKku

N3y4yatoTca 0coObeHHOCTU rpebeLKOBOW KOXN U
OCHOBHbIE crnbaTtenbHble JIMHUM NTaflOHEN U NOAOLLUB




TpWn OCHOBHbIX BUAa NanbLUEBbLIX
Y30POB

neTnA 3aBUTOK




BapunaHTbl crmbarenbHbIX CKIlagok




OcobeHHOoCTU aepmaTornndonkn npu
HEKOTOPbIX CUHAOPOMaX

« CuHapom 3aBapaca — Ayrm Ha Bcex narnbuax

 CuHaopom [layHa — ogHa crmbartenbHas
cknagka

« CuHgpom TepHepa — Bce 3aBUTKU Ha
nanbLax

* CnHgpom PybuHiTENHA-T3NON — CNOXHbIN
y30p Ha TeHape




AHann3 doeHoTMna rno3BOSAET
NOCTaBUTb NpeaBapuTernbHbIN ANarHo3

Ho nHorga tpebytotcs
OOMNONMHUTENbHbIE NCCNeaoBaHUA:

KapuotunnuposaHue
NHK-gnarHoctuka

KoHcynbsTauum cneunanmncToB
(HanpumMep okynucrta, ans
BbISABIIEHMSA NOABbIBUXa XpycTanuka
npu cuHapome MapdhaHa)

PaboTa c nuteparypou u
9NTIEKTPOHHbIMWN Ba3zamMun OaHHbIX




BTopoe 1 nocnepytowine
noceweHnsa MI'K cembeu

[TocTaHOBKa OKOHYaTEeNnbHOro

OnarHo3a (B NonoBuHe Crnyyaes He
yaaeTcs NoCcTaBUTb ANarHo3)

PacuyeT reHeTU4ecKoro pucka
[1loHeceHne nHgpopmaLnm 4o cemMbu
HabnogeHne n nedyeHune

B cnyyae bepeMeHHOCTU —
npeHaTanbHas (gqopogosas)
OnarHocTuka



KakoBbl k& OCHOBHbIE rpynnbl
HacneacTBeHHbIX 3aboneBaHUnN?

 MoHOreHHble, NN MeHagenmpyroLwme 6onNesHn
(cm. katanor OMIM), korga 3abonesaHue
KOHTPONIMPYETCS OAHUM rMaBHbIM FrEHOM.

* XpoMOCOMHbIe B0oNe3Hn, To eCTb TEHOMHbIE U
XPOMOCOMHbIE MYyTaLum

 MynbTudakropmanbHble, TO ECTb
o0OyCroBneHHbIE MHOMMMW reHaMn 1 pakTopamu

cpeabl



CTpyKTypa HacrnegcTtBeHHOW
naTonornn

18%

B MoHOreHHbIE 3200.1eBAHNS
99,

[0 XpomMocoMHBIE adeppanym

B Myabmu( ak TOpraibHbIE
73% 00JIe3HIT

Tpwn OCHOBHbIE TPYMMbl HACNEACTBEHHbIX
3aboneBaHU



1. MOHOreHHble DONnes3Hu :

« GepmeHTONaTUM — AedEKTbl OTAENMbHbIX
depmeHTOoB (PKY, ansbmnHmnawm,
MYyKononncaxapuaoosbl)

 [lncnnasum — HapyLeHNE CTPOEHUA TKAHEN
(cnHgpom MapdhaHa, dnnepca-LaHnoca,
HenponbpomaTos)

* CuHapombl MBIP (MHOXXeCTBEHHbIX
BPOXXOEHHbLIX MOPOKOB Pa3BUTUSA) — BOBIIEYEHDI
pa3Hble TKAHW N CUCTEMBbI

(CuHgpom oT rpey. — «berywme BmecTey, T.e.
yCTOM4YMBOE coyeTaHMe CUMNTOMOB)



depmeHTONaTUN
(cMHApoMbl AnameTabonuama)

— pedekT otaenbHoro doepmeHTa, Hanpumep:

* OGeHunketonypua, AP
 AopeHoreHuTanbHbI cuHapom, AP
* Mykononucaxapungosbl

» [leTn poxgatoTca 300p0OBbIMU, HO C
nepBbIX MECSLEB XU3HU KNNHUKA
HapacTaeT. MHoro dopm, MHOIo TUMOB
HacregoBaHUs




Ouncnnasunm (Nnpn myTauuax reHos,
9KCMnpeccupyroLmnxca B onpeneneHHbIX TKaHsX):

* Henpodmbpomatos (bonesHb
PeknunHrayseHa), Al * (cm.
TakxXe cI. cnang)

 AxoHaponnasuga, ALl
 CuHgpom Mapdpana, Al

* AHrngpoTun4veckas
aKTOAEepMansbHaga gmcnnasug,
XP

« [leTn poxpgatotca C
npu3sHakamMmu gucnnasmm u
KNMUHMKA NOCTEMNEHHO
HapacTaeT




[Tpn3Hakm HenpodmndbpomaTosa:

donbpombl N NATHA Ha KOXe Tuna
«kKodpe ¢ Monokom». Pnbpombl
nponcxoaaTt u3 LLIBaHHOBCKMX
kneTtok. 1 menaHounTbl U
LLIBaHHOBCKME KNeTkn —
NPONU3BOAHbIE HEPBHOIO rPEBOHS



CuHpgpombl MBI1P

* MHOXXeCTBEHHbIE BPOXOEHHbLIE MOPOKU
Pa3BUTUSA - pesdynbTaT MyTaunn BaXKHbIX

PEryNATOPHbIX UITN FTEHOB C NI1ENOTPONHbI
9P PEKTOM.

» CuHopom beksuta-Bugemana

* CnHgpom HyHeH — ayTOCOMHO-
OOMWHAHTHbLIN CUHOPOM HU3KOPOCSIOCTH,
HeobbI4YHOro doeHoTunna U BPOXKAEHHbIX
aHoMasiMn (KpbIiNnoBUAHbIE CKagku wewn,
KOpoTKas wwesd, gedopmMmaunsa rpyanHel,

BPOXOEeHHbIe NOpPOoKK cepaua,
KPUNTOPXU3M).

[1posaBnaloTCcs ¢ poxgeHus _;Hr

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



CuHapomMm bekBuTa-BugemaHHa 3Tto ewe u
npumMmep HapyLweHHOro UMNPUHTUHra
* [1pun cuHopome beksuta-BngemaHHa n oTLOBCKUA

N MaTEePUHCKUI annenu reHa BKA4YaTcs
OJHOBPEMEHHO, Toraa Kak B Hopme —
JKCrpeccupyeTcst TONbKO OTLOBCKas KOMus.

e [1na 9TOro cnHapoma xapakTepeH Ype3mMepHbIN
pocT TkaHen. Habntogaetcsa 60rbLUIon A3blIK,
nynoYyHagd rpbika, Manbii npu3HaKk — HaCeYkn Ha
YLWHOWN MOYKe U MHOroe apyroe.

b




[lpaBUNbHbLIM AMarHo3 No3BondeT
npeaBMOETb pa3BUTUE OCITOXHEHUMN.
PaccmoTpum cuHapom bekButa-BuaoemaHHa

MunHuMarnbHble AnarHOCTUYECKMNE MPU3HaAK: MaKporioccus, rpbpka nyrnoyHoro
KaHaTukKa, MakpoCOMUNA, HaACE4KM Ha MOYKaxX YLWHbIX paKOBUH, TMMNOITIMKEMUA.

Makpocomusi oTMeYaeTcs C poXaeHna (anvHa HOBOPOXKAEHHbIX bonee 52 cwm,
BEC CBbiLLE 4 Kr) Unn passBMBaeTCcs noctaHaTtanbHO. TUNNYHbLIA NPU3HAK —
BepTUKarnbHble 6OPO3aKNM HA MOYKax ywen. HacTto nmerTca remmrnneptTpodus
N NUrMEHTHble HeByCbl. OTMeYaloTca BucLepomeranuns. BectpeyaeTcs
rmnepnnasns KreTok OCTPOBKOB JlaHrepraHca, B No4Ykax — HedoporeHHas
brnactema, B Hagno4Ye4YHMKax — pes3koe yBerimyeHne pa3sMmepoB KIeTok 1 aaep.
BbisiBNAKOTCA NONMUUTEMUS, TUMOMMUKEMUS (O4EHb XapaKTEPHbIN CUMITTOM,
0COBOEHHO Y HOBOPOXAEHHbIX), TMNepnMNnaeMusi, rmnepxonectepuHeMums,
rmnokanbunemMuns. BectpevaroTca Takke aByporad maTtka, KpunTtopxmsm,
avadoparmarnbHas rpbiXka, HenpasuibHOe AeneHne nerkmx Ha gonu, gedexr
MEXOKerny4o4YKkoBOW neperopoku, nobaBoyHas cereseHka, He3aBepLUeHHbIN
MOBOPOT KULLEYHUKA.

B 5% cny4yaeB cMHOpoma pa3BUBaKOTCS 3J/I0Ka4eCTBEHHbIe ONyXonu
(onyxonb Bunbmca, pak HagnovyeuyHukoB). PerynsipHoe Y3W nccnegosaHue
NoYeK rNo3BOSIET BOBPEMSA OOHAPYXUTb pa3BUTME OMYXOJSIN.




PacueT pucka npyu MOHOreHHbIX DONE3HsIX

/
« Ecnun 3aboneBaHue

HOCUT ceMmenHbIn

\
 Ecnn 310 HOBAad

MyTaLnsa — NCXOAs U3

XapakTep — ncxoas n3 NONynsLNOHHON

POOOCTOBHOWU

O

4aCTOTblI

[TonynsyuMoHHasi YacToTa HEKOTOPbIX
MOHOreHHbIX bonesHen (Caucasians)

Xopes 'eHTuHrtona 1 : 2,500

Cungpom MapdaHa 1 :20,000
Mykosucumgos 1 : 2,000
deHunketorypusa 1 : 12,000

MeoiweyHas guctpoduma QioweHHa 1 : 7,000
[emodpunma 1 : 10,000

CuHgpom bekButa-Bungemana 1:13,000




[onsa HOBbIX MyTaUUX A58 HEKOTOPbIX
MOHOTIEeHHbIX Dofe3Heun:

* CnHopom bekButa-Bugemana > 85%

» AxoHaponna3uga — 80%

* Hempodomnodpomartos — 40%

* CnHopom MapdaHa — 30%

» Xopesi [eHTuHrToHa — 4%

* [TonnkmncTos noyek — 1%

« CemenHasa runepxonecrtepuHemuna <1%



2. XpOMOCOMHbIE DOMeE3HN

* [InarHo3 basupyeTtcsa Ha LNTOreHETUYECKOM
nccregoBaHum.

« XpOMOCOMHbIE BOMNE3HN BKITHOYALOT:

e [eHOMHbIE MyTaLUN — UBMEHEHNE YMcna
Xpomocowm (cuHapom [ayHa, lNatay, OaBapaca,
LLlepeweBckoro-TepHepa, KnanHdgentepa)

* XpPOMOCOMHbLIE MyTaLUN — UBMEHEHUE CTPOEHUS
XPOMOCOM (CUHOPOM KOolLLlavybero Kpuka,
pasnnyHble PopMbIl TpaHcnokKauun, gaeneuun,
NHBEPCUN 1 Op.)



[ eHeTU4YeCKMn PUCK NpU XPOMOCOMHbIX

bonesHAX
/ \

e CeMeunHble Clriy4aun e HoBble MyTaLnm

PaCCHUTbIBAETCH ncxoas u3

Ncxogd us nonynAauMoHHOro

LMTOreHeTn4eCcKou pucka

KapTUHbI

Hanpumep, puck poxaeHus
pebeHka ¢ cnuHgpomom [ayHa

CM. H/Ke HapacTaeT C BO3pacToM MaTepu:

[lo 30 netr MeHee 1%
35 nert 1%
45 net 10%




Knaccuyecknn BapunaHT cmHapoma ayHa
(95% cny4yaeB) — nonHaga TPUCoOMUSA

(OcTanbHble 5% - TpaHCNoKaunoHHble PopMbl NN MO3aNLIN3M)

(TpUcomMua BO BCEX KNeTKax) — pesynbsraT
HepacxoXXaeHns XpoMoCoM B MeNo3e,
npuyem noYTn BCerga MmaTepuHCKOM.

46, XX 46, XY
@ : [o 30 net MeHee 1%

HoBas

MyTauus

35 net 1%
47 XY, 21+
45 net 10%




CeMenHble TpaHCcoKauum rnpu
cuHgpome [ayHa (2 — 3%)

Poavtenu:

M an QD aa

[Mapa 14 [Mapa 21 y
PoauTtenb co cbanaHcnpoBaHHOM
TpaHcnokaunen 14\21

ameTa
BO3MO>KHbIe

BM,EI,bI ramMeT

pada ol ad (R



[Mpy cnUsHUK rameT TONbKO OAMH NOTOMOK M3 LLUECTU
MONy4YnT HOPManbHbIA HAOOP XPOMOCOM

Pooutenu: HopMma cbanaHcuMpoBaHHasa TpaHcnokauusa 14/21

14 21 ik ‘ &
by v b o
14

“hromosomes . . ‘ . ‘ . ‘ ‘ ‘

in
gamete

Chron?:somes 't. ..“ ..‘ ." .".

Ao Balanced Trisomy Monasomy (nanosamy Down

14 21 14 TpaHcnokauum-
. Takas xe _ _ OHHbIIA
J
HopMa C aﬂaHCVIpOBaHHaSI Y CMHAPOM
TpaHCcnoKauus, KaK y He coBMeCTUMBbI C XU3HbIO [ayHa

poauTtens



bbiBaeT puck gaxe 100%

Hanpumep, npu TpaHcnokauum 21-n XpoMOCOMbI Ha €e roMOJSIOor, PUCK

poxaeHust bonbHoro pebenka coctasnsaeT 100%, He3aBUCUMO OT TOrO,
KTO U3 poauTeneun aBnseTcss HocuTenem TpaHcnokauun.,

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

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



3. MynbeTndakTopHblie 3aboneBaHus

OOycnoBneHbl Kak reHoTUNOM, Tak 1 pakTopamMmu
BHELLHeW cpeabl.

OTO Hanboree pacrnpocTpaHeHHble DONe3HN:
peBMaTn3M, BPOXOEHHbIE MOPOKU cepaua, uemmnyeckas
bonesHb cepaua, rmnepToHn4veckasl n A3BeHHas
BbonesHun, UMppo3 nevyeHu, caxapHboln anader,
bpoHxuanbHasi actma, ncopuas, wmn3odpeHnsa n ap.

Tak, wnsodpeHnen bonetot okono 1% HaceneHus,
caxapHbiM anabetom — 5%, anneprmiecknmm
3aboneBaHnamm — donee 10%, runepToHNEN — OKOIOo
30%.

Haue rosops, 91O TO, C YeM Bbl byaeTe BCcTpedaTbCcH
exegHeBHO.



Cxema pasBuUTust MyrisTUdakTopHOro
3a00/1eBaHuS

\ /
—

|\

oone3Hb

reHOTUn




[lpnmep: YnpoLleHHasa cxema
Pa3BUTUA DPOHXMArbHOW acTMbl

ST

leHbl OpOHXOreHHO! < |FeHb| BOCNaneHus |<- |FeHb| aronum
rmneppeakTMBHOCTU

dakTopbl cpeabl: /

annepreHbl

TpuUrrepsl,

NOJMKOTAHTbI




MHOro N reHoB MOryT oTBeYaTh 3a
MYNbTUJaKTOPHbLIN NPU3HAK?

BoT 4TO NMLIYT Npo 6poHXMarnbHYO acTMy:



[eHbl,
oTBevaroLne
3a
BpOoHXMANbHYIO
acTmy

1 €eHbI-KAHIH/J1ATb] ATONMHYECKOH ODpPOoONXHAIBLHOM AaCTMbI

Ten

XpomocoMHasi
JIOKATH3AUMA

Ha3ssauue Genkosoro nponyxra

MIM

IFeHbl d)aKTOPOB AHTUITeHHOIO PACIIO3HABAHHA H FYMOPAJILHOIO HMMYHHOIO OTBETA

CSF1i

fL1o
ILiA
ILiB
TLIRN
CD28
TLI12A4
L2
L3
L4
LS5
L9
ILI2B
IL13
CSF2

CDi14

TNFA

TNFB

LTE

HILA-B, -DR

L6
TCRB

IFNA

FGF3
IGIF(IL1S8)
IFNG

IGF1
SCF(MGF)
TCRA
IGHE
CSF3
TGFB1

PAF
TBXAZ2
VCAMI
SELE

LTC4S
PAFAH

Ip21-13

1q31-32
2ql3
2ql3
2ql3
2q33-34
3pl2-13.2
4q26-27
5q3l1.
5q31.
5q31.
5q31.
5q31.
5q31.
5q31.

5q31.1
6p21.3-21.
6p21.3-21.
6p21.3-21.
6p23-21

Pt ottt

o —

7p21
7q35

9p23-22
11913
11q922.2-22.3
12q14
12q15-24.1
1222
14q11.2-12
14932-33
17q11.2-12
19913

MakpodaranbHbIi KOTOHUCCTHMYTHUPYIOLLLH T
dhakrop (M-KCD)

HNurepneiikunu-10 (UJ1-10)
CyowenuHuLia UJl-1

CyowreanHuiia UJ1-1

AHTAroHucT peuenropa MJl-1

AHTHreH T-KieTok

HUIT-12A

MNJ1-2

nJi1-3

ni-4

-5

nJi-9

ni-12B

HMia-13
I'panynoumTapHo-makpodaraibHbiii KCD
(I'M-KCd)

Dakrop nudHepCHUMPOBKH MOHOLIMTOR
MdakTop Hekpo3a onyxoneit oo (PHO-o)
DOHO-B

JIumcprorokcHH-3

AHTHICHBI TMCTOCOBMCCTHMOCTH

HJ1-6

B-cyObenmHMua aHTUNEHHOrO peLenTopa
T-xKnerok

NUnrepdrepor-a (MbpH-a)

dakTop pocra (bubpobracTos 3

PMakrop MHaOyKunn UduH-y

Hbu-vy
HMHcynuHonono6usli dakrop pocra 1
MaKTOpP POCTA TYYHBIX KJICTOK
a-cyObeaAMHHLIA aHTHICHHOTIO peuenTopa T-KaeTok
Tsokenast uens IgE

I'panynouuTapHbiit KCO (I'-KCd)
TpaHchOopMUPYIOLLINI POCTOBLIM (hbakTOp [3-1

I'enst MEHATOPOB BOCHAJICHUS B CONYTCTBYIOIMX daKTOpOB

1p32-22
1923
1923
1p34
5935
6p21.2-12

MakKTOop aKTUBALIMH TPOMOOLIMTOB

TpombokcaH A2

Cocynucrast MoJIcKyJia aare3uu 1

CenektuH E

CenektuH P

DHAOTC/NUH 2

JletikorpueH C4 cuHTasa

Auermnruaponasa hakropa akTuBaumMm TpoMoo-
LIMTOB

120420

124092
147760
147720
147769
186760
161560
147680
147740
147780
147850
146931
161561
147683
138960

158120
191160
153440
600978
142830
142860
147620
186930

147660
164950
600953
147570
147440
184745
186880
147180
138970
190180

192225
131210
173610
131241
246530
601690



Tabauua 13 (npodoaxcerue)

Ien Xpomocomuan Ha3spanne 0€J1KOBOro NpoayKTa MIM
JIOKaJIH3aumsa
EDNI 6p24-23 DHaoTeauH 1 131240
TACI 7q21-22 TaxukKMHUH 1 162320
NOS3 7q35-36 DHAOTENIUATBLHAS CHHTA3a OKMCH a30Ta 163729
ALOXS 10ql1.2 ApaxymIIOHAT 5-JIMIOKCUIcHAa3a 152390
TAC3 12ql13-21 TaXUKHMHUH 3 162330
NOS1I 12q15-24.1 HelipoHanbHasi CHHTa3a OKUMCH a30Ta 163731
LTA4H 12g22 JleiikoTprcH A4 ruanposasa 151570
ALOXS5AP 13q12 daKkTOp AaKTHBALIMKY APaXHUJIOHAT S5-/IMMTOKCHICHA3bI 603700
HRF 13g12-14 MaKTop BLICBOOOXKIAECHUSA N’MCTAMHWHA 600763
reH ESD lgqlfll.%- 14.3 acrepzna D L. 133280
ITGAL 16pl1l. HTCIPHUH & 153370
bl ) OTBean-OLL"MG RANTES 17g11.2-12 g)ncun(bwlccmﬁ nporcHH p228 T-kieToK 187011
EOTAXIN 17q12-22 AKTOP XeMOTAKCHCa 203MHOMWIOB 601156
3a 6pOHXI/IaJ'I bHyl'O NOS2 17q12-22 MioyunbenbHasi CMHTa3a OKHMCH a3oTa . 163730
ICAM?2 17q23-25 MEeKKACTOUHAas MOJICKYJIA aJINe3MH 2 146630
aCTMy TCAMI 19p13.3-13.2| MexxieToHasi MoJICKyJ1a anre3uu 1 147840
EDN3 20q13.2-13.3| DHooTtenmuH 3 131242
ITGB2 21g22.3 HUuterpuH B2 600065
I'enbl peuenropos MEAHATOPOB H (bax'ropon ryMmopaiabHOro HMMYHHTECTA
CSF3R 1p35-34.3 Pcuenrop k I'-KC® 138971
PTAFR 1p35-34.3 PeuenTop (hakTopa akTMBalMHi TPOMOOUMTOB 173393
TNFR2 1p36.3-36.2 | Peuenrop 2 PHO 191191
fL6RA 1921 o-uens peuenropa MJI-6 147880
FCERIA 123 o-11enb Bbicokoaddunnoro peuenrtopa IgE 147140
FCERIG 1923 v-ucnb BoicokoadgpurHoro peuenropa IgE 147139
TLIRI 2ql12 Pcuentop UJI-1 Tina 1 147810
CCR3 3p21 Peuenrop XeMOKHMHOB 601268
CCR1 3p21.3 Peuernrop XeMOKHMHOB 601159
fL5RA 3p26-24 a-uenb peuenropa MJl-5 147851
TACR3 4925 Pcuentop TaxMKMHMHA 3 162332
GRL 5q31.1-33 Peuenrop mioKOKOPTUKOMIIOB 138040
ADRB2 5q32-34 B,-anpeHepruiuecKii peuenTop 109690
CSFIR 5933 Peuernrmrop M-KC® 164770
IFNGRI 6p23-24 Pecuenrop 1 Mdu-vy 107470
TL2RA 10p14-15 a-uens peuernropa UJ1-2 147730
FCERIB 11q12-13 B-uensb BbicokoadhduHHoro peuenrtopa IgE 147138
ILI0ORA 1123 o-uens peuernropa MUJI-10 146933
TNFRI 12q13.2 Peuenrrop 1 ®PHO 191190
HTR2A 13q14-21 PeuenTop cepoTOHUHA 182135
EDNRB 13gq22 Peuenrop anaorennHa Tuna B 131244
TL4RA 16p12.1-11.2| o-uens peuenropa MJ1-4 147781
FCAR 19q13.4 BbicokoadpuHHbIN peuenTop 1gA 147045
TBXAZ2R 19p13.3 PeLienTop TpoMOokcaHa A2 188070
IFNGR2 21q22.1 Pcuentop 2 Ubn-v 147569
CSF2RB 22q12.2-13.1] B-uens peuenropa FTM-KC®D 138981
ILI3RA1 X o, -uens peuentopa MJI-13 300119
IL2RG Xql3 v-uens peucnropa MJ1-2 308380
CYSLTI Xq13-21 PeuenTop LIMCTEeMHWI JIEHKOTPUCHA 300201




[ eHbl,
oTBevaroLne
3a
BpOoHXMANbHYIO
acTmy

fabauya 13 (oxkonuanue)

Ien Xpomocomuas Ha3sanue Gekosoro npoaykra MIM
JIOKAIM3auua
ILI3RA2 Xql3.1-28 a,-1ens peuentopa MJI1-13 300130
CSF2RY Xp22.32, ca-uens peuentopa 'M-KCO 425000
Ypll.3
IL9R Xq28,Yql2 | Peuentop UJI-9 300007
Tenut pakropos Tpanckpunums

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

STATI 2q32.2-32.3 | TpaHcMUTTEp CHrHAMA M AKTHBATOP TPAHCKPUIT- 600555
umu 1

JAK2 9p24 JAK-Tupo3uHosast knHaza 2 147796

NFKB2 1024 Cy6benmnmnua 2 ssnepHoro dakropa TpaHcKpun- 164012
uvu xB

STAT6 12q14.3-24.1 | TpancmuTTep curHana u aKTMBATOP TPAHCKPMUII- 601512
uun 6

NFYB 12q22-23 B-cyObenunnna siieproro gaktopa TPAHCKPHII- 189904
un'Y

STATSA 13q TpancmuTTep CcHrrana u AKTHUBATOP TPAHCKPHII- 601511
LU SA

NFKBI 14q11.2-13 | CyGbeamnuua | sieproro (bakTopa TpaHckpn- 164011
1Mn kB

STATSB 17ql1.2 TpancMmutTep curHana u aKTHBATOP TPAHCKPHII- 604260
uuu SB

JAK3 19p13.1 JAK-THpo3uHoBas kunaza 3 600173

TYK2 19p13.2 TuposuHKHHa3a 2 176941

JIpyrue reusi

GSTM 1] Ip13.3 [iyraton S-tpancdepasa p-1 138350

CTLA4 2q31-32 AHTHIEH 4, ACCOLMMPOBAHHBIIT ¢ LHTOTOKCHYCC- 123890
KUMU T-kneTkamu

BCL6 3q27 IMporenn numgpombl B-knetok 6 109565

MUC7 4q13-21 Myuwmn 7 158375

CFTR 7q31.2 TpancmeMOpaHHbIii peryasTopHblii GeoK 602421
MYKOBHCLIMII03a

NAT2 8p23.1-21.3  [Apunamun N-auerunrtparcdepasa 2 243400

TLR4 9q32-33 Toll-riono6Hwiit peuentop 4 603030

HTm4 1113 TpancmeMOpaHHbIi npoTemt 4, crieuMpHIHbIH -
IUT51 TCMATOITOITHYCCKMX KIIETOK

cCcil6 11q12-13 Yrepornodoun (Baacrokunum) 192020

AC, ACT 14932 HMHruduTops rporeas 107280

CYPAL 15q22-24 Luroxpom P450 108330

GSTT] 22ql1.2 Inyratnon S-tpancdepasa 6-1 600436

[Tpumevanne. MIM — Homep no Katajory V.A. McKusick «Mendelian Inheritance in Man»

(http://www.ncbi.nlm.nih.gov/OMIM). B taGmiLe TNPHBCIACHbI TOILKO HAMBO/ICE BAXHDBIC FeHbl-KAHIMAATHI
ACTMBbl, TAK KaK 10 HCKOTOPLIM OLICHKAM HX YMCJIO COCTARASICT nkann 1000

~1900, a?



dakTopbl cpefkl, npoBoUupytoLme
BpOHXManNbHYO acTMy

‘ .

4 LS
‘1!Wg{%‘ \sg§‘ :

NbinbLa

nbifieBble
KIeLL

nreceHb AoMallHne
' XUBOTHbIE




Puck B criydae MynbTUQAKTOPHbIX
bone3Hen paccyuTaTb CIOXHO

OG6o0OLeHHbIe AaHHble nNUTepaTypbl NO
MynbTUakTopnanbHbIM 3ab60neBaHNAM
coOpaHbl B TaK Ha3biBaeMble Tadbnuubl
3IMMNUPUNYECKOro pucka




Puck atonun™ y npobaHga npu gOCTMXKEHUN
MM BOo3pacTa 7/ net

CemMenHbIN aHaMHe3 Puck pasButus
atonum (%)

HeTt aTonuu 10

OOuvH n3 poauTenen ctpagaeT aTonnen 20
CubnuHru ctpagatoT aTonmen 35
Oba poguTensa cTpagatoT aTonmen, Ho 42

Pa3HbIMU BapnaHTaMW

Oba poauTtena cTpagaroT aTtonuen, 75
KNMHM4eckasi popma MaeHTUYHa

*Atonua (atopia - rpey. He4YTo HeoObIYHOE, CTPAHHOCTL) — obLlee Ha3BaHue
annepruyecknx bonesHen, B pasBUTUM KOTOPbLIX Bonbluas ponb NPUHaanexnT
HacneaCTBEHHOM NPeapacnofioXXEeHHOCTN, HanpuMmep 6poHXxnanbHasa actma,
annepruyecknin puHUT, KpanueHULUA 1 ap.




Puck 3aboneBaHusa poacTtBeHHUKOB DOMNbHbIX
NCnUxmyecknmm donesHamm (B npoueHTax)

MaHunakanbHo-
PoaocTBEHHMKM LLInsoppeHuns OenpeccuBHLIN anunencus
OonbHOro NCMXo3
Cunbehbl, ecnun oba 3 12 7
poauTensi 300poBbI
Cunbesl, ecn? OOWH U3 14 26 12
poauTenen 6oneH
Cunbcesbl, ecnu oba 46 43 50
poauTenst 6onbHbI
[nN3nroTHbIN ONKn3HeL, 23 20 13
MOHO3UroTHLIN 70 75 58
onusHew,




BbiBOA:
Ona onpeneneHnsa pucka

*[TIPU MOHOMEHHbIX OONE3HAX YUNTHLIBAIOT
POAOCIIOBHYIO

*rIPU XPOMOCOMHOM NMaTONIOrMN Yy4NTbIBAIOT
KapuoTunbl poguTeneun

‘1P MyJ'Ile/ICpaKTOprIX bonesHsx YHNTBIBAKOT
CTaTUucCtnd4eCKkmne daHHbIe



BonesHn ¢ HeTpaAULMOHHbBIM

HacJiedOBaAHNEM.

LinTonnasmarnyeckoe
(MUTOXOHAPUANbLHOE) \
HacrnegoBaHMe — PUCK MPU e
nepenaye oT mMartepu NH, o N2

methylt ansferase NN

J% Lo

borne3Hn reHoMHOoro N

MMIMPUHTUHIA — PUCK

3aBUCWT OT Nona POANTENS i
| CAGCAGCAG... 10226 rapests

Bones3Hu akcnaHcum R -

TPUHYKIEOTUIHbLIX MOBTOPOB | o sscseseaeoes. . 5™

— PUCK 3aBUCUT OT YMcna
NOBTOPOB

LA Wer. CO
B@e- 110 Me,ﬂHHHHe




[ eHeTU4YeCKMN PUCK — BEPOATHOCTb

nosiBrieHns1 3aboneBaHns Yy 4YJieHa CeMbU

Puck pa3Butunga saboneBaHus

MeHee 5 Y% cUMTaeTCcs HUIKUM,

oT 5 40 10 % — NOBbILWWEHHbIM,
oT 10 — 20 % — cpeaHum,
Bbile 20 % — BbICOKUM.™

* HOo BbICOKMU PUCK, K NpUMEpY,
nonnaakTUInn, U BbICOKUN PUCK
ncuxmyeckoro saboneBaHna — He 0OHO U TO
xel



3aKMoYNTENbHbIN 3Tarn KOHCYNLTUPOBaHUS
— COO0DOLLEHNE PE3YNILTAaTOB CEMbE

 [lnarHo3 1 NPoLEeHT pucka coobLlaeTcs
TONbKO poauTenam

* Ha beceny oTBOANTCA CTOMBKO
BPEMEHMU, CKOJbKO NMoTpebyeTcH

 AganTtaunga cemMbn K gnarHosy MoxeT
3aHUMaTb OT 2-X MecdueB A0 2-X NneT

 PeweHne o npanbHeunLwem
OETOPOXOAEHUN MPUHUMALIOT TOSTBLKO
poanTenwu



Llenb KOHCYyNLTUPOBaHUA— NPUHATUE
poanTENAMN ageKBATHOMO pPeLLleHns

Bo3MOXHble pelleHna poanuTeneu:.

»  PoxaTtb
@ 1:-4

‘v  He poxaTtb
/A * YCbIHOBUTb
w j‘\ * PasopBaTtb bOpak
. PO,EI,I/ITI: OT Apyroro napTtHepa
* [IpUMEHNTL OOHOPCKME NOSMOBblE KNETKN
* PoxaTb, HO C 4OpOO0OBOMN ANArHOCTUKOW

\

,'r

e



[lopogoBas (npeHaTtanbHas)
OnarHocTtuka




MeTO}bI 00POOOBON ANArHOCTUKNA

NpeumMmnnaHTa-
LMOHHas
ANarHocTuka

HenHBa3nBHbIe MeTOAbI: MHBa3nBHbIe MeTOoAbI
(ECTb PUCK NpepbIBaHUS
bepemMeHHOCTH):
*YrbTpas3ByKOBOE

ccnenoBanme (Bce Cpoki) rbuoncua xopunona (10-11 Hepn.)

LXT'U, anbda-teTonpoTemH *AMHUMoueHTe3 (16 — 17 Hen.)

N 9CTpMon B KpoBM MmaTepun |*PKopaoueHTes 1 nraueHToueHTes
(1 n 2 TpnMecCTpbl) (nocne 20 Hen.)




1. [MpemnnaHTaunmoHHasa AnarHoCTMKa

* [1pn aKkcTpakopnopanbHOM
onnogoteBopeHunn (3KO)
bepyTca bnacrtomepbl Ha
cTagum MOpYyIibl U U3y4yaroTca A0

UMIJ1aHTaunn 3apodblLia.

* [lepBble MnageHLbl poanunmnch B
1990r.

* B Poccun Havana npoBoanTbLCH
HeaaBHO




HenHBa3nBHbIe METOAbI
- Y3/

* WccneposaHue cbiBOpOTKM MaTepu (ropmMoHbl n [JHK nnoga)

XopUOHUYEeCKUM
HapyweHune Anbda-deTonporteuH P
roHagoTPONUH
Tpucomusna 21 - cuHOpPOM . .
NMOoHMXEeHHbIU MoBbIWEHHbIN
HdayHa
Tpucomusa 13 HopmarnbHbIn NMOoHWXEeHHbIN
Tpucomun 18 NMOHMXEeHHbIN NMOHMXEeHHbIN
OTKpbITbIEe AedeKTbl - -
P - A ® lNMoBbIWEeHHbIN HopManbHbIn
HepBHOMN TPYOKH
3agepxKka pa3BuUTus,
yrposa
npexaeBpeMeHHbIX -
pexAcsp NMoBbIlWEeHHbIN HeT paHHbIX
ponos,
BHYTPUYTPOOHasa cMepTb
nnopa
MHoronnopHas . .
NMoBbIWEHHbIN MoBbIWEHHbIN
0epeMeHHOCTb




NlHBa3nBHbLIE
MeToabl

. A\ WnpHy ana Guoncuu
YnoTpa3ssykosan .'f detockonua / ' BOPCHH XOPHOHA
IMarHOCTHKA B %

paucaﬁnounuamnui
N

/\ aAMHHOLEHTES

Koppouenres /A

MouyesoW ny3bipb

AMHUOTHYECKAS NONOCTb
Tpancuepauxanshbii

/
MET0A GHONCHH % :

BOPCHH XOPHOHA <

BopCHHYaTLIA XOPUOH

..... ' B MyNOYHbIA KaHaTvK

Karerep
Bnaranuué

LLleika marku MpAMas Knwka




buoncuna xopnoHa Ha 8 — 10
Hepene bepeMeHHOCTU

BopcuHuaTtei A
xopuon

/7




Bo BTOpoM TpumMecTpe
bepeMeHHOCTU MOXET MPOBOANTLCS

[MnaueHToLeHTES AMHUOLIEHTES3 — B3ATMNE
— Buoncus TkaHu okononnoaHbIX BOA
nnaueHTbl
buoncus
KOXW
KopooueHTes —

B3ATME KPOBU
N3 NynoYHON
BEHbI




[Mpouenypbl NPoOBOAAT NOA KOHTPONEM
Y3U




KakoB puck npepbiBaHNA 6epeMeHHOCTU Npu
MHBAa3NBHbIX UCCIIeg0BaHNAX?




Puck npepbiBaHns bepeMeHHOCTH
npu 4OpoaoBOU AMArHOCTUKE

TaGrema 53-2, MeTonn NpeHaTanbHON XMATHOCTHKY M CBAAHHBI ¢ HEMM pHCK

Cpox GepenennoeTa OnTuMaastioe Bpens Puck suEnauma HJocTynmocTs

Ypenunanauranmomnuit mepuon

Buoncua sMbprona 6—10-k1eTouHaA cTAZUSA He onpeneés, MeTOR CIUTAIOT OrpaHngeHHan

GeaonacHuM

1 rpusectp (013 menens)

BRoONCHA BOPCHH XOPHOHA: Crneunannauposannoe oGopy-
TPaHCOEPBHKANbHAS 9-12 Hepenn 0,5-2,0% JoBaHRe
TpaHcaAGROMuHaIbHAR 9-13 Hepenn 0,5-2,0%

Marepuicxu#t xpoBoTOK C 6-# Hegenn Besonacen CrenHanusuposaHroe 06opy-

BOBRHHE

0 rpanectp (14—26 nenean)

TpancabaoMuHanbHag SHOTCAN 14—40 Heaemn 0,5-2,0% CheitnanusnposasHoe odopy-
MAALCHTH ROBAHHE

Y31 16—18 Henens Besonacer LInpoxo npHMeHAI0T

AMHHOLEHTE? 16—18 Henens 0,5% Hlnpoko npameHaioT

Kopaouexres 18—40 nenens 1% Crieuuang3npoparioe ofopy-

AOBAHHE
®erockonua 18—20 Hepens 3% UIxpoxo npHMeHTIOT
BHoncua TxaHeH niona 1820 neaens % Y3ko cnieunanu3uporaqHoe 060-

PYHOBaHHE




MaTtepuan bnoncum, NonNy4YeHHbIN Npwu
MHBa3MBHOM 3abope nccnenyoT

* UUTOrEHETUYECKUN, DUOXUMUYECKMN,
metogamm NHK-anarHocTukn.

« Bpayu coobLyaeT cembe pesynsraThl.

* [1lo pesyneratam cembs NPUHUMaET
peLleHne o NPoaoImKEHUN UNn
npepbiBaHNUN DEPEMEHHOCTW.



[InarHocTrKa XpOMOCOMHbIX Dore3Heun
FISH-meTooom

Green signal=
normal control
chromosome region
of interest

Normal control: Patient with deletion:

Two green signals Two green signals
Two pink signals One pink signal



[NHK-gnarHoctuka HacnegcTBeHHbIX
bone3Heun - Hanbdoree ageksaTHasaA U
TOYHaa OMarHocTuka

B OMIM onncaHo okono 5 Tbicau
doeHOTUNOB
[na 6onee 3000 n3 HUX N3BECTEH
MONEKYNAPHbIN OEMEKT.
-ANarHoOCTMKa BO3MOXHA, AaXe ecrnu
HEN3BECTEH reH, OTBETCTBEHHbIN 3a
3aboneBaHue.



JledeHne HacneacTBEeHHbIX
bonesHewn.
Bo3aMOXHO?



MoXXHO BblOeNnnTb 2 noaxoaa K NeYeHuto

HacnegcTBeHHbIX bone3Hen

1. TeHHaqa Tepanua 3TO paanKanbHOe YyCTpaHEeHUS
reHeTn4yeckoro gedekra

« ONA NleyeHns Kak camoro 6onbHoro (npu nepeHoce
KNOHMPOBAHHbIX FEHOB B COMaTU4YeCKNEe KNeTKn),

* TaK W npepynpexneHns 3abonesaHna y ero noTomcTea
(Npu NepeHoce reHoB B MOMOBbIE KMNETKN).

2. rnaTtoreHeTuyeckas (3amectutenbHasg, Koppurnpyrowias)
N CMMMTOMaTUYeCKas Tepanuns - NOnbITKA
HOopManuM3aunm HapyLleHum 6e3 NpaMoro Bo3aencTBus
Ha OCHOBHOW reHeTU4YeCKUN aedeKT

« OMeToTepanunst C UCKNKYEHNEM NOCTYMNIEHNS C NULLLEN
TEeX BEeLLEeCTB, KOHLUEHTpaLNs KOTOPbIX B KPOBU
nosbileHa (PKY, romounctnypms, TMPO3HEMUS,
bonesHb MoYM KINeHOBOro cupona ap.),

* 3amMecTuTenbHas Tepanus (ropMoHbl, PEPMEHTbI)
* XUpYypruyeckasa Koppekumsa BpOXaeHHbIX MOPOKOB M Ap.



Baktepus, Hecywan nnasmuay ¢ eHeTHyecku

Y KNOHUPOBAHH ¥
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[lepBbin YeroBek,
BbITEYEHHbIN C MOMOLLbIO
reHHoOW Tepanumn

KnoxuposanHbit ren AIA
BHE/IPAETCA B BUPYC
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Petposupyc uHduuupyer

FexeTnyeckn Mogudu-
KNeTKW KPOBM, NEPEHOCH
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Cxema reHHOM Tepanuun TAXenoro KOMOMHUPOBaHHOro UMMyHoaeduumuTa
(SCID), BbisaBaHHOro gedekrom reHa ageHosnHaesammHasbl (AA)



Y4eHble BnepBble BbIPaCTUMNM NOMHOLIEHHYHO
KOXY U rnepecaannmn ee pebeHky

CemuneTHnn pebeHok cTpagan KpanHe peaknm
reHeTn4eckum 3aboneBaHMeM — NOrpaHNYHbIM
OynnesHbIM anMgepmonmsom. JT1a 6onesHb, n3-3a KOTopoun
Teno NOKpbIBAeTCA BONAbIPAMU U My3blpAMU, BOSHUKAET
npu TodeYHbIX MyTaumnax B reHe LAMB3 vnn B8 LAMAS3
n LAMC3, oTBevaloLmx 3a cLUENNeHMe KINeToK KOXN apyr
C Apyrom — 6enok nammHuH-322.




[TorpaHn4HbIV OynnesHbIN ANNOEPMONN3 —
3aboneBaHne, KOTOPbIM B MUpe DOIEOT OKOSIO
500 000 yenoBek. Okono 40% ymMupaeT B

NEeTCKOM BO3pacTe.

B doparMeHT KOXXn paamepom C NOYTOBYHO
MapKy, B3STbI Y NaumeHTa, Oblf1 BCTPOEH
HOpMarnbHbIN FrEH C MOMOLLbIO
peTpoBupyca. 3aTemM KOXY BbIpacTUmn B
BuAe nnacrtos pa3mepom ot 50 o 150 cm?
N nepecagnnu naumneHTy.

b

Red indicates denuded skin, green areas were
blistered, and flesh-coloured regions were
unblistered. Both red and green areas received
transgenic skin grafts. Source: Nature 24487




a, Clinical picture of the patient showing massive epidermal loss. b, Schematic representation
of the clinical picture. The denuded skin is indicated in red; blistering areas are indicated in
green. Flesh-coloured areas indicate currently non-blistering skin. Transgenic grafts were
applied on both red and green areas. ¢, Restoration of patient’s entire epidermis, with the
exception of very few areas on the right thigh, buttocks, upper shoulders/neck and left axilla
(white circles, altogether <2% of TBSA). d, Normal skin functionality and elasticity. e, Absence
of blister formation at sites where post-graft biopsies were taken (arrow).




[pyrne goTo 13 ctatbi
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»HO OTBETHT HA PELIEHME CLUA NNPH3HATD RTHHOATEHTOM - MHHCBA3H — CEFOOHS  TPHYENOBEK




3amecTuTenbHasa Tepanmsa remopunum

"HauunHasa c 7 neTt, mbl 0by4yaem geten caMoCTOATENbHO BBOAUTL
npenapar, n, HadnHaqa ¢ 10 neT, OHM yYMEeIT 3TO Aenartb, - FoBOpUT
3aBefyoL My reMaTonorMyeCcKMM KOHCYNbLTaTUBHBIM OTAeNeHneMm
A3mannoBCcKOM OETCKOW rOPOACKON KNMUHUYECKOWN DONbHULLbI
Bnagnmnp BaosuH. — U Toraa poautenun moryT paboTaTthb, a
MarnbyuK - XoOauUTb B LLKONY".




[OveTa no3sonseT nsbexarb NPosiBlIEHUS
NPU3HAKOB PEHUNTKETOHYPUN




®OKY anarHocTtupyetcsa B poggome rnpm nomMmoLlm

HEOHATAJIbHOIO CKPUHUHIA —

«NpOCEenBaHNA» BCEX MNaaeHLEeB Ha
HanMume BMOXMMUNYECKUX HAPYLLEHWNI

B HacTosLLee BpeMs AeTen TeCTUPYIOT Ha
Hanuune peHUNKEeTOHYpPMU, MyKOBUCLMA03A,
BPOXAEHHOro rmnoTupeosa,
_afApeHOreHUTaNbLHOro CMHAPOMA U
' ranakroseMuu

F!
S



nacmndo 3a BHUMaHue
n ¢ Hosbim logom!!!



