Meroagbl n3ydyeHunsn
reHeTuKu

Meauko-reHeTunueckoe
KOHCYJIbTUPOBaHMe




FTEHETUKA

» HayKa 0 HacneacTBEHHOCTU U USMEHYUBOCTMH.

¥

FTEHETUKA YE/IOBEKA

> Hayka O HacneadCTBEHHOCTU U N3IMEHYUBOCTU HeNN0BEKa.

4

MEANLUNHCKAA TEHETUKA

pa3jen reHeTuknm 4enoBekKa
— cucmemMa 3HaHuUU O PoJIuU 2eHeMu4eCcKux
¢ghakmopoe e namoJsio2uu 4YesioeekKa
u cucmemMma Memoadoe dua2HoOCMuKu, 1Ie4eHuUs u
npogunakmuku HacnedcmeeHHOU namoJsio2uu



MonekynapHaa LjumozeHemuKa

2eHemukKa
O¢ppmanobmozeHemuKa

buoxumuyeckas
2eHeMUKa T~ Paspenst {, A
lMonynayuoHHaA (_MEAM LUHCKON _—> OHKoOreHeTuKa
2eHemukKa TeHeTUuKH!

eHeTMKa OHTOreHesa / ‘ g

KAMHUMYecCcKana reHeTukKa

[IpuknagHou pasaein MEAUIIMHCKOU T€HETUKHU.
Oka3zaHue MeIUIIMHCKOM ITOMOIIH
OOJILHBIM C HACJEJICTBEHHOM MATOJIOTUEN U UX CEMBSM,
KOTOPOE 3aKJIIOYAECTCS B JIMATHOCTUKE, JICUCHUH,
MEJIMKO-TEHETUYECKOM KOHCYJIBTUPOBAHUHU
Y [IPEHATAJILHOW JIMArHOCTHUKE
HACJICJICTBEHHON U BPOXKJIECHHOM IaTOJIOTUEH.




UcTopuyeckana cnpaBKa pa3BuUTUA
MeAUNKO-TeHEeTUUYECKOM CAYXKObl

e Apamc «DPnnocodPCcKkmMi TPaKTaT O HACNeACTBEHHbIX
CBOWMCTBax yenoBe4vyeckon pacbl» (1815)

* NasuaeHkos C.H. lNepBaa B8 mupe MIK
(1929)

CdopmynmpoBan OCHOBHbIE HaNpPaBAEHUS B
npoduNaKTUKe HacneaCcTBEHHbIX bone3Hel

 LWenpgoH Pupg nan onpeneneHne MIK Kak coumanbHom
CNy*bbl, HANPaB/IEHHOW Ha NOMOLLb cembe be3
OTHOCUTE/IbHOTO B/INAHUA HA 0OLWECTBO U NONUTUKY;

JlasudeHKos
cbopmynuposan uenb, 3a8auu u cogepkanue pabotol MIK /o0 Hukonaesuy

(1947)

B 1974 r. Pe3onoumsa paboyero KommTteTta No reHETUYECKOMY
KOHCY/NIbTUPOBaHMIO AMEPUKAHCKOro obuecTBa reHeTUKM
yenoseKa (Xangenovbepr, 1974)



Yto Takoe MrIK?

«... KOMMYHUKATMBHbLIM NPOLLECC, CBA3AHHbLIA C pelleHnem
npobsnem  OTHOCUTENbHO  MNOABAEHUA  WUAN  PUCKA
NnoABNEHUA reHeTn4YecKnx 6onesHen B cembe.

DTOT NpoLECcC 3aKNoYaeTcsa B NONbITKE 01HOIO UNK 6onee
KBanM@MUUUPOBaHHbIX CMeLnannucToB NoMoYb NauneEHTY UK €ro CEMbE B
cnenyoLmnx Bonpocax:

*  MOHATb MeAUuLMHCKUe haKTbl, BKAIOYAIOWME ANarHo3, BO3SMOXKHOe TeueHne 6one3Hu
W AOCTYNHOE NIeyeHue

®* OueHuTb NYyTU HacnepaosaHuUA 6onesHn u PUCK €e NnoBTOopeHuA

* onpeaenvuTb BO3SMOXHOCTb MPUHATUA peLleHUA UCXoaa U3 BeAnYnHbl NOBTOPHOTO
pUCKa

* BblbpaTb pAA AeNCTBMIA B COOTBETCTBUM C ITUM peLueHuem, NPpUHMMana BO BHUMaHue
PUCK U CeEMelHbIe Lenu

*  MOMOYb KOHCY/NbTUPYIOLLUMCA Nly4lle afanTUpoBaTbCa K 601e3HU U pUCKY
NOBTOPEHUA 3TO 6onesHu B cembe ...»



Llenn n 3apgaum MIK

YTOoYHeHune AnarHo3a HacneacTBeHHOro
3aboneBaHuA

OnpeaenexHne TMnNa Hacneg0BaHMUA 3aboneBaHMA B
CemMbe

[1pOrH03 NOTOMCTBA B CeEMbe

ObbscHeHMe B AOCTYNHOM dOpMeE CMbICNIA MedNKO-
reHeTUMYECKOro 3aKNt04EHUA U MOMOYb B MPUHATUM
peleHna No AanbHENLLIEMY AETOPOXKAEHUIO

MponaraHaa meanKo-reHeTUYECKMX 3HaHUN cpeaun
Bpayeun n HaceneHums



TpyaAHOCTU B n3yyeHmne 3aKoOoHOMepHoCcTen
HacneaCcTBEHHOCTU Y YeNl0oBeKa

MaJ1I04UCIEHHOE MOTOMCTBO
H6onbLLIOE YNCNO XPOMOCOM

6onbllan NPoOAO/IKUTENBHOCTb LMKAA PAa3BUTUA A0
HACTYNAEeHMA NONOBOWN 3PE/IOCTH

60/IbLUAA MPOLO/IKUTENBHOCTb KU3HN e w >
v N * JuN |

MeaNeHHaA CMeHa NOKONAeHUM (2 -

HEBO3MOMHOCTb 3KCNEePUMEHTANIbHOTO -

cCkpewmnBaHNA U NpoBeaeHnNA SKCNepnmeHTOoB

BbICOKaA cTeneHb GeHOTUNUYECKOro NoIMMopduU3Ima,
CBA3aHHOrO C BIMSAHUEM BHELLHEWN cpeapbl



pynnbl HaceneHusn, obpallarouimecs B
MeAUKO-TeHEeTUYECKYIO KOHCYbTaLluto

'PYInbl LLEJ1b MPOLIEHT
HACEJIEHNA OBPALUEHUA CEMEM
3JO0POBbIE CYNPYI'A, | NPOrHO3 NOTOMCTBA 65
UMEIOLLUE
BOJIbHOIO PEBEHKA
NMALA C YTOYHEHUE 30
HACNEOCTBEHHOW OUATHO3A
NMATOJIOMMEN
30OPOBbIE JTULA, NMPOrHO3 30POBbLA U 5

UMEIOLLUME BOJIbHbIX
POACTBEHHUKOB

NMOTOMCTBA




Cxema meaunKo-reHeTUYECKOU Cay*bbl
U ee cBA3EeMn C NPaKTUYECKOU meanuuHOMN

Nepuatpunyeckan
cnyx6a
75-85% Lpyrue
cneuuanucTbl
AKyLuepCKo-
rMHeKonorn4yeckas

cnyxba




YpOBHU MeAUKO-TeHEeTUYECKOU NOMOLLMU

HaCeNeHUNIo

YNCINNIEHHOCTb
HACEJIEHUA

YUYPEXOEHUA

150 mnH.

4.PepepanbHble LUEHTPbl: HOBble METOAbl AMArHOCTUKM
(Bnoxmmmyeckme, UNTOreHeTUYECKNne, MONEKYNAPHO-reHETUYECKNE),
KOHCYNLTUPOBAHUS, MpeHaTanbHOM  OWMarHOCTUKKW, HeYeHns W
peabunutaunm

6 — 8 MIH.

3.MexpervoHanbHble MeaOUKO-reHeTu4ecKue

KOHCYIbTauuu: KOHCYNbTUPOBAHWE,  LMTOreHeTMyeckas W
buoxnmmyeckas AnarHoCcTuka, npeHatanbHas auarHoctuka (Y3WU,
CbIBOPOTOYHbIE MapKepbl, WHBA3WBHasA), CKPUHUHI Ha ®KY un
rmnoTupeos

1,5 -2 MmnH.

2.Meaunko-reHeTUYECKNE KOHCYIbTaLMU. KOHCYNLTUPOBaHME,
UuUTOreHeTMyeckad u Ouoxmmuyeckasa OumarHocTuka, npeHartasibHad
anarHoctuka (Y3W, cblBOPOTOYHbIE MapKepbl)

50 - 60 TbIC.

1. Bpay-reHetnk ULPB: ot6op cemelri ¢ HacneactBeHHoOM
natonorven n HanpasneHue nx B8 MIM'K




KabuHer
reHeTuKa
OAKbB

LUPB, ropoackue
nny

OpeHbyprckaa obnacrHasn

MEAUKO-TEHETU4YEeCKana KOHCYJibTaliuna

(OpeHbyprckasa obsiacTtHas
KnnHnyeckasa 6onbHmnua N°2)

3aseaywouwaa MrkK,
rNaBHbIUN FrEHETUK
OpeHbyprckon obnacrtu
benawoBa E.1O.



3apgadya MIK ¢ TouKKu 3peHUsa opraHusauum
3 paBOOXpPaHEHUA — CO34aHME CEeTU FTeHeTUYeCKoun
NOMOLLM JIETKO A0CTYNMHOMN ANA BCEX, KTO B HEU
HY)XAaeTcA

* TeopeTuyeckne pacyeTbl MOKa3biBalOT, YTO CymMmapHas
Be/IMYMHA reHeTnyeckoro rpysa pgocrturaet 0,2, T.e. 1/5
Bcero reHopoHaa coBpemMeHHbIX MoONyAauMii noasepeHa
TakKMM MyTaLMAM, KOTOpble MPOABAAIOTCA KaK npe- U

NOCTHaTaNbHAA cmepTHOCTb, BIIP, HacneacTtBeHHble
bonesHun, becnnogue.

* BennymHa reHeTn4yecKoro MPy3a WUHOrNrAa 3HAYNTE/IbHO
Konebnetca ot nonynaumm K nonynaunn.



vh W

OcHoBHble paKTOpbI, BAnAIOLWME HA
reHeTUYEeCKYIo CTPYKTYPY Nonynsaumum

UHGpUAUHT

. [pend reHos

Murpauus
MyTauMoHHbIN Npouecc
EctectBeHHbIN OTO6OP



1. UH6pUAUHr

* UH6puanHr, OTKIOHEHUE OT CIY4aiMHOro BCTYN/1IeHUA B

6paK B CTOPOHY KPOBHOPOACTBEHHbIX OPaKOB — rnasHbIif
daKTop, HapyLwaoWmMn paBHOBECUE TEHOTUMNOB B MNONYAALMUM.

 UHBpMAUHI ABNAETCA YaCTHbIM C/ly4aeM acCOPTAaTUBHDbIX 6pPaKoB.

* Bbpakun mexay poacTBEHHMKAaMM BCTPEYAKOTCA B Pa3HbIX
nonynAuMAX ¢ pa3HOW YaCTOTOM, YTO NPUBOAUT K PA3HOM
OTArOWEHHOCTM HAaCNeACTBEHHbIMN BOIE3HAMMN.




YactoTa KPOBHOPOACTBEHHDbIX 6paKOB B nonynauunax

Yexna | Utanuna | lOxxHaa | ErmneT | TagXxn | Typkme
NMHOUA KNCTaH HUS
YacToTa
KPOBHO-
poAcTs. | (,2% 1,9% | 39,4% | 75,8% | 26% 36%

6pakoB




[Tomepbl

* B MopaBuu ecTh HECKOJIBKO
IepeBeHb, I71e 0YEeHb BHICOKA

YacTOTAa MHIECTHBIX OpaKoB —
OYeHb BHICOKAS 4aCTOTa IMaTOJIOTHH,
OCOOEHHO JieTKas CTEIIeHb YMCTBEHHOM
OTCTAIOCTH (JIEOMTIBHOCTB ).

MopaBus B ceroansinHen Yexuu

* bpaku Ky3eHOB, HAIPUMED, MOBBILIAKT PUCK € 5% 1A
HOpMaJIbHOM momyJisinuu 10 13%.



[eHeTUYecKoe 3HauYeHUue MHbpunaunHra

* nocrteneHHoe ysenamnyvyeHne Aoa1mM romo3nroTHblix ']\ NN

* YMEeHbLleHWe A0N FeTepo3uroTHbIX {, 1nL B
nonyaaumu,

T.e. B UHOpeaHOM Nonynsunm peakme peLeccuBHbIe reHbl

OKa3biBAlOTCA B TOMO3UTOTHOM COCTOAHUWN 4Yalle, 4em B
NAaHMWUKCHOM nonynaunn.

[Mpnyem, yem pexke reH B nonynasauumn, tTem 6osblle Ponb
MHObpUAMHra B MaHudectaumm 3abosneBaHus.



2. Apeud reHoB

e [lenctBume reHeTU4eCcKoro apenda aHaJIOrMYHO AENCTBUIO MHOPUANHTIA.

* B manbix nonynaumnsax (aem — 1500 - 4000, nsonat — meHee 1500) nmeetca
6onblan BEPOATHOCTb CIY4aMHOrO pacnpeaeneHmsa reHos.

* [lOCKONIbKY reHOTUNbl MOTOMCTBA OMNPEAEeNAtTCa reHOTUMNamu poauTenen,
TO YeMm MeHblue nonynsauua, Tem MeHblue Bblbop Ana poauTenbCKux
rametr, TeM WHTEHCUBHEEe nMnpoTeKaeT B HeW npouecc apeunda, uyTo
NPUBOAUT K CHUMKEHUIO YaCTOTbl OAHUX aANeNlen U YBE/IMYEHUID U
3aKpenJieHUIo0 Apyrux.

* Hanpumep, dUHCKMe, eBpenckme 6onesHn um T.1.

dUHCKME HacneacTBeHHble 6onesHun EBpenckue HacneacrtBeHHble 60ne3Hun

> BPOXAEHHbIN  HedpoTuyeckun  cmHapom  CuHapoM MapTtuHa — benn

dunHCKoro Tmna, CnnHanbHasa MblweyHas aTpodus
> acnapTUArInKo3aMmnHypus, MykoBMcunao3
» PaHHUN OEeTCKUN ueponanmnodycumnHos, bone3Hb Tea — Cakca
» BPOXAEHHasA rurnepniasmns Kopbl Punnen — Jan cuHApOM

HaAMNoO4Ye4yHUKOB, bone3Hb K3H3B3H
» BpOXXAEHHAs auctpodus CTpombl porouubl, Mykonununaos IV tuna
» CnHngpom Awepa III Tuna, HemanunHoBaga mmonaTtus

» KapnmkoBoCcTb Menbpu u apyrue bone3sHb HMMaHHa — lnka



3. Murpauyua

Mwurpauus BbICTynaeT KaK daKTop, no spPeKTy
NPOTMBONONOKHbIN ApeNdy reHoBs.

MwurpauMoHHbIA MOTOK NPUBOAUT K HAPYLLUEHUIO rPaHUL, OpaKos,

cnocobceTByeT BblpaBHUBAHUIO reHHbIX 4yacToT "
reTepo3nroTusaLmm HacesieHus.

O,D,HaKO, OHa MOXeT npueectm "M K HaKOMNJeHN TeHoB B
TOMO3UTOTHOM COCTOAHUU, KOrda MUTPUPYIOT CeMbW, TPYyMNnbl
pPpoACTBEHHWUKOB, K/1adHbl.



4. Mytauuu

Mp oOuUeHKe MHAYUMPOBAHHbIX MYyTaUWA  pasaunyatot
UHAUBUAYAZIbHBIA 1 NONYAALUOHHbIW NMPOrHo3.

[MoBbiwleHne ypoBHA MmyTaumm po 0,001 He wumeert
CYLWEeCTBEHHOro 3HayYeHUA ANA BEPOATHOCTU pPOXKAEHUA
6onbHOro pebeHKa y KOHKpeTHOro 4yesioBeKka, a B nonyaaumm
— 3TO TbiCcAYM BONbHbIX AeTen.

YacToTa BO3HUKHOBEHUA HOBbIX MYTaLMM MOXET 3aBMUCETb OT
dMU3MONOrM4YEeCcKoro  COCTOAHMA  OpraHM3ma,  BO3pPacTa,
ecTecTBeHHoro ¢oHa pagnauuu u ap.



5. EcTecTBeHHbIX 0T6O0P

HacneacrteeHHble 6bonesHn B 60AbLUIMHCTBE cnydyaeB CHUMKAKOT
PENPOAYKTUBHbIE BO3MOXKHOCTU NX HOCUTENEMN.

bonbHble UMET MeHblUKe WaHCbl OCTaBUTb MOTOMCTBO.

OpHako, ycnewHaa  pa3pabotka meTooo0B  /1eyeHuUs
HacnencTBeHHbIX 6HonesHen cnocobecrByer  yBe/IMYEHMUIO
NPOAO/IKUTENBHOCTU  KU3HU  OONbHBLIX, [OXUTUIO OO
PenpoaAyKTUBHOIo BO3pPacTa (deHunketoHypusa, AIC, mykoBucumaos u ap.),
4YTO BeAeT K pacnpoCTpaHEeHUIO MYTAHTHbIX FreHOB.

Kpome TOro, Wu3BeCTHbl C/Ay4yau, Korga Jencrsme otbopa
HanpaB/eHO B MOJ/Ib3y reTepo3nroT NO HEKOTOPbIM MYTAHTHbIM
reHam.



3agavya MrK
C MegULMHCKOU TOUYKU 3peHunn
— COCTaBJ/IeHUe meauKo-reHeTUYeCKOro NPorHo3a B cembe

MeaunKko-reHeTU4ECKMIM NPOrHO3 BKAOYAET B cebA TpU anemeHTa:

* ornpegeneHne creneHn reHeTtn4eCKoro pmnCcka

* OUEHKY TAXKEeCTU MeAULNHCKNX N COLLMANbHbIX NOCNeACTBUM
3abo0/1eBaHUA

* NEepcnekTuBy NPUMEHEHU METOA0B NPEHaTa/IbHOW ANATHOCTUKM

MpaBuabHOE cOoCTaBNeHNEe MeAUKO-reHeTUYEeCKoro NporHo3a
3aBUCUT OT caeaylowmnx paKkTopos:

* TOYHOCTU AUNAlHO34

* 3[1eKBaTHOCTU NPMMEHEHMNA MeToA0B pacyeTa reHeTUYeCKoro
PUCKa

* 3HAKOMCTBA C HOBEMLUIMMM AaHHbIMU NUTEPATYPbI



3agavya MIK
C COLMANbHOMU TOUYKM 3pEeHUA
— MOMOLLb CEMbE B MPUHATUN NMPABUIbHOIO peLleHUsn

* Bpay-reHeTuK A0/1*KeH NOMOYUYb KOHCYNbTUPYIOLLIMMCA NOHATb
» MeaUUMHCKMeE GaKTbl,
» TUN HacnenoBaHUA 3aboneBaHuUs,
» FeHeTUYeCKMI PUCK ero NOBTOPEHUA B CEMbE,
> Nydlle aflanTUpoBaTbCA K HecYacTblo

> W  MNPUHATb MNpPaBU/bHOE pelleHUWe OTHOCUTENIbHO
AaNbHENLLEro AeTopoXaeHuA.

* dpdpeKTnBHocTb MIK Hanpamylo 3aBUCUT OT FPAMOTHOrO
BbIMO/IHEHMA 3TON KOMMYHMKATUBHOW PYHKUMM Bpaya-
KOHCY/IbTaHTA.



TpeboBaHusa
K 06pa3y KomMyHMKaTopa (Bpaya-reHeTUKa)

KBannduuymnmpoBaHHbIN Bpay C ONbITOM
CUHAPOMOZIONMYECKOro Noaxoaa K AMarHoCTUKe

[eHeTUK, 3Har WM GopMasibHble OCHOBbI N COBPEMEHHbIE
NOCTUXEHUA TEHETUKM

Cneunanunct, BlageroLmin ocHoBaMm BapuaLMOHHOM
CTaTUCTUKMU

Mcuxonor, KOTOPbIA MOMKET OLLEHUTb CTPYKTYPY JIMMHOCTMH,
NCUXOJIOTMYECKMNIM CTATYC NAaLMEHTOB N HA 3TOU OCHOBE
noctpouTtb beceay

Meparor, ymetowmnm B 4OCTYNHOU dopme 0O BACHUTb CMbICA
reHeTU4YeCcKoro 3aK/1Ilo4YeHuns



OCHOBHBbIE COCTABJIAIOLLME MEOAUNKO-
FT’EHETUYECKOIO KOHCYJIbTUPOBAHUA



Mporpammbl NPOPUNAKTUKU BPOXKAEHHOU U
HacneaACcTBEHHOW NaTo/0rMm

NepBUYHbIN YPOBEHb

S, Yueh (o NMepunkKkoHUEenNnUMOHHaNA
de Y V2L
> % npodunakTuka
‘0‘7 ‘i(;
BTOpUYHbIN YPOBEHb ?,)’ v
NpeHaTanbHan “® @ °

ANArHoCTukKa

TperTnYyHbiU YPOBEHb

HeoHaTasnbHbIN
CKPUHWHI




*

HAIllpaBJICHHASA HA 3A0POBBIX  JIOJAECH, IO IPEAYIPEKICHUIO

|. IlepBuuyHasi npopUIaKTHKA

BO3HUKHOBEHMSI  BPOXICHHBIX JE€()EKTOB IIYTEM YMCHBIICHHUS

BOCIIDUMMYHUBOCTH NJIN YCTPAHCHU A (l)aKTODOB PHUCKA B

IECPUKOHIICIIIIMOHHOM nepuoAae (Do W 1oclie  3ayatus) -

MEePUKOHIIENIIHOHHAS NMPO(PUIAKTHKA.

Haubomnee skoHOMHYHAA

«Praestat cautela quam medela»

(«Mpepnocrepeub nyvuwe, yeM
MCrnpasnATb>», Nar.)



[ lepukoHLENIIIMOHHAS NPODUIAKTUKA HA NHONYIAYUOHHOM YPOBHE

DaKTOpPhLI HA KOTOPbLIE
HalpaBJ/ieHa NPOQUIaAKTHKA:

1. BozpacTt matepu. OnTuMabHbBIN
Bo3pacT 24-34 roja.

v 'V marepeii monoxke 20 jer
yare poKIAITCS JIETH C
HU3KHM BECOM,
racTPOLIM3UCOM U APYTHMHU
BACKYJISIPHBIMM JU3PYOLIHUAMM.

v 'V marepeii crapiue 35 jeT —
pUCK 1J1s cuHapoMa JlayHa u
IPYTUX XPOMOCOMHBIX
HApYIICHUU

> & & i ) ’ \
. ; = -
F >
o ;

TS SR
TI'acmpowu3suc - nebext nepeaHei
OpIOIIHOM CTEHKH, IIpH KOTOPOM

yepe3  paclleMHy U3  OpIOIIHOM
MOJIOCTH BBHIMIAJAIOT METIN KUIICYHHUKA

VHOIIA U IPYTUE OPTaHbI




2. 310poBBE MaTEPH U OTIIA.

v KOHTPOJIb Heunpekuuonnvix 3abo1eanuii -
JTMHAMHKa Beca OEpEeMEHHOM U apTepHUaIbHOTO
JABJICHUS, pOCTA MATK! U COAECPKAHUS caxapa U
OeJika B MOYE.

v' KOHTpOIb HAZl UH(EKUUOHHBIMU 3A00/1€6AHUAMIU.
B nepByro ouepenr Haj KPacCHYXo0il — HanooJiee
TeparoreHHbi. [I[puMeHeHne BaKIIMHALIUNA.

v Kypenue — HU3KHUM BEC (y 1™ u3 6 HU3KOBECHBIIT
HOBOPOKJICHHBIX MTPUYUHA — KyPEHHE MaTePH BO BpeMsI

6epemennocrn), LI, BpoxkaeHHBIC AE(PEKTHI.

v ANK020/1b — IpUYMHA ITOBPEKIEHNNA TOJIOBHOTO
MO3Ta: YMCTBEHHasI OTCTAJIOCTh, M30JIMPOBaHHAS
WM COYETaHHAS MaJIbIMHA aHOMAJIMSIMHU Pa3BUTHUS
(cunopom anxkoconbHo20 NA0O0AQ) MPU XPOHUIECKOM
AJTKOTOJIN3ME.



v' Ilpouseoocmeennvle (hakmopul: CBUHELL,
pPTYTh, MPOU3BOJICTBO IUIACTHKA,
MOHU3UPYIONIEE U3ITYYEHHE U JIP.
[IpUBOAUT K CHUXKEHUIO IIOJJOBUTOCTH,
CIIOHTaHHbIM abopTam u BIIP.

v’ Jlekapcmeennwvie npenapamol.
HeoOxomuMma nmonHag 0a3a 1aHHBIX MO
TE€pATOTreHHBIM (PP EKTaM.

v' Monumopunez BIIP. B nacrosiee BpeMs
BrJi1ag BIIP B cTpyKTypy CMEPTHOCTH U
MHBAJIMIN3AlUN — CAMBbIM BEICOKMH (BBIIIIE
NBC, nHCYIBTOB U HEOILJIA3UiA ).

DTO HEOOXOUMO JJII KOHTPOJIS
MOTEHITMAILHBIX TePATOreHOB.

IToBOIOM CTall MaA1UOOMUOHBIU CUHODOM
koH1a 50-x rr.

A

LISON

LAPPER

My Li

utobiography is as frank as she &' Evening 5/

fe in My Hands




«YeM BbilIe K MOMEHTY 3a4yaTus
YPOBEHb 340p0BbSA OyAyLIMX Nalbl U
MaMbl, TEM 310poBee byaeT pebeHoK»

E.O. KomapoBckun, AETCKUN Bpay

Buramunbl 1 (posieBass KMCJI0TA
(ot 0,4 mo 4-8 mr B AcHB) + HHO3HUTOJ (B pHOOKCHHE)

Tocyoapcmeennaa npozpamma, HanpaplIeHHasT Ha pacHIUpPEHUE
MUIIEBOI0 aCCOPTUMEHTA ¢ J00aBjIeHUEM (POIMEBOM KHUCJIOTHI (Xj€0,
MaKapoOHbl, Kallli) U BHEAPCHHE PEKOMEHIAIUM 110 €XKEIHEBHOMY
nprueMy (hOJIUEBOM KUCIIOTHI JIMIIAM PENPOAYyKTUBHOIO BO3pacTa.

Bumamus: B 9
CIIIA, ITonb1a,

BemukoOputanus,  Benrpus,
Kanana, Kwurai,
['epmanus, Mekcuka u ap.

(Ponuebag kuchnoma)




Jtuonoruveckaa crpyxtrypa BTTP

TepaToreHHble MynbTudakTopuanbHbie
7% 30%
MOHOreHHbIEe
7%
Heuaae XPOMOCOMHbIE
50% 6%

| lona noTteHUManNbHO
npeaynpexaaemerx BTIP -
10- 50°/o BTTP Stevenson R.E. et al.,1993



A heKTUBHOCTL NepBUYHOMU nNpodunakTmku donar-
PD 3aBucumbix BITP B MockoBckou ob6nactu B obLien

BblIOOpKe HOBOPOXAEHHbIX 1 nnoaos ¢ BIP.
(yvacTtoTbl Ha 10000 poxaeHun)

02000
o 2005

OHT OMXN v AMNN Pl c/6e3 PH

JAHT — nedextsr HepBHOUM TpyOku; AMIKII — nedekT MexXKeTyI04KOBON IEepEeropokH,
JAMIIII- nedext mexnpencepanoit neperoponku; PI' ¢/6e3 PH — pacmennna ry6sr c/6e3
paciiey Iy Heba



MeToAabl U3y4YeHUA reHeTUKU YeNnoBeKa

l. KAMHUKO-reHeanormyeckmm

Il.  LiMTOreHeTUYECKMn: KapnMoTUNMPOBaHNE, KAPTUPOBAHMSA,
Kcnpecc-meToabl onpegeneHna X n'Y xpomocom "5 47

IIl. Ban3HeuoOBbIN

V. Bunoxmmmuyeckum

V. AHTpononornyeckmm: peHoTUNMYeCcKMm aHanums u
aepmatornnduka

VI. MeTtoabl npeHaTanbHON ANATHOCTUKMU:
— HeWHBa3uBHble (oNpeaeneHmne CbiIBOPOTOUYHbIX MapKepos 1 Y3N)

— W MHBa3MBHble (XopnoHbUoNcmaA, amHUOLLEHTE3, KOPAOoLEHTE3)
VIl. Metogb! AHK gnarHoCcTnKku

VIll. MeToabl moaenmnpoBaHuA
IX. MonynAaumMoHHO-CTaTUCTUYECKME MeToAbl.



!
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= KNAMHUKO-reHeanormyecKMnu merton, P

* YCTaHOB/EeHWEe HAaCc/1eaACTBEHHOrO XapaKTepa npmnu3HakKa

CyTb meTopa: CoCTaBleHMEe POAOC/IOBHOM

3HayYeHMe U BO3MOXHOCTU MmeToaa:

* onpegeneHne tTmna HacnegosaHu1A
* onpegeneHne sMTOTHOCTHU r|p06aH,£|,a U poacrBeHHMKOB
* NeHeTPpaHTHOCTb U SKCNPECCNBHOCTb NPN3HJKA

* onpegeneHne MexaHM3mMoB B3aUMOAENCTBUA FrEHOB,
rpynn cuensieHuns

* MPOrHO3npoBaHMe
* MeaUKO-TeHeTUYecKoe KOHCY/IbTUPOBaHMe

* M3y4YeHMe MyTaLMOHHOIo NpoLecca
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3Tanbl meToaa: Tunbl Hacnhep0BaHUA

e cbop cBeAEHU O AyTOCOMHO-A0OMUHAHTHOE
cembe AyTOCOMHO-peueccMBHoe

* COCTaBneHue [TpomerkyTouHoe
POAOCN0BHOM CuenneHHoe ¢ X-XpOMOCOMO

aHaNM3 poaoC/I0BHOM [onaHapuyeckoe



LluToreHeTnueckmun meroa

e

HABATES CYTaSarDe § CINDOREN DTReTN
SGaupouarnuna
{

= KapuoTunmMpoBaHue, \b;‘;\\fah},
' A

* KapTnpoBaHue, L b

= JKcnpecc-meToabl

onpeaeneHnAa X-xpomaTuHa

= JKcnpecc-meToA,
onpeaeneHna Y Xpomocomsl
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http://commons.wikimedia.org/wiki/File:Chromosome2_merge.png?uselang=ru

FISH-painting

 [nA BbiABNEHUA XPOMOCOMHbIX abbepauuniu
NCNONb3YIOT 30HAbI Ha Le/IYI0 XPOMOCOMY UK
XxpomocomHbie nneun (Whole Chromosome Painting)

[Mépuamnsauyma ¢ WCP 3o0HAaMM Ha XpOMOCOMbI 6
(3eneHblin) n 9(KpacHbIn)



MHorouBeTHbi FISH Ha 24 xpomocombli (M-FISH)

e 1NnA CKPUHUHIA NepecTpoeK B KapuoTune NpMMeHsIoT
Habop NONHOXPOMOCOMHbIX KOMOMHUPOBAHHbIX 30HA0B

ANnA scex xpomocom 24-x usetHbin FISH (M-FISH, SKY).

J MetaSystems

24XCyte
Labelling Scheme

Multicolor
FISH Probe Kit
for Human Chromosomes
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somes
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eTekunss OCHOBHbIX
XPOMOCOM-aCCOLUMNPOBAHHHbIX
CUHAOPOMOB

®
. Q
% AHeynaonama XpomocoMmMbl:
- 13 (Cunpapom Maray),
- 18 (CuHapom daBapaca),
Y = yellow (SGo) -21 (CMHﬂ,pOM ﬂ,ayHa),
-Xunan Y (CuHpgpom TepHepa nnum
18 = aqua (SA) KneiiHdenbrepa),

21 = green (SGr)

accouumnposaHbl 6onee uem 8 80% c
¢daTasbHbIMU reHeTUYEeCKMMU
HapyLEeHUAMM.



bnusHeyoewili Mmemoo

obcnegoBaHMe MOHO- UM AUM3BUTOTHbIX OAM3HEUOB U
onpeaeneHue KOaddnUMNEeHTa KOHKOPAAHTHOCTHU
(cxopacTBa) M ANCKOPAAHTHOCTU (pa3nnumni) I'Ipl/I3HaKOB.

1] = % cxoacrsa M3b - % cxoactea [136 \

..t

&

100 - % cxoacrea [13b 6 N

* H=1 - npusHaK onpeaensaeTcs NoAHOCTbIO
HacneACcTBEHHbIM KOMMNOHEHTOM;
 H=0 - onpeaensioLlyto posb Urpaet pakTop cpeapl;

* H=0,5 - cBuagertenbcrayeT o NPUMepPHO OANHAKOBOM
BIMAHMMN HACNEACTBEHHOCTU U cpeabl HA POPMUPOBAHUN
NPU3HaKa.



BbiAaBneHue 3aboneBaHniM cBA3aHHbIX
C HapyweHuem obmeHa BeLlecTs

(KpoBb, MOYa, NOT 1 Ap)

AHMponosnoau4yeckue memoobl

e PeHOTUMUYECKUN aHaANU3

 MeToa aepmaTornnduKm
v NaKTUNOCKONMA — NafbLipl
v/ NaNbMOCKONUA — Na0Hb
v NnaHTOCKONWA — NoAOLLBa.




[IepukoHIIENIIMOHHAA TPOPUITAKTUKA 8 2PYNNax pucka

IHHEJIb. oOecneyeHue ONTUMAIBHBIX YCIOBHM JJId CO3pPEBaHMSA
AULEKIIETKHU, €€ UMILIAHTAIIMY U PAHHETO PA3BUTHSL.

Bxirodaet B ce0s cUCcTeMy MEpONpUSATHI, HAIIpaBJICHHBIX Ha YCTPAHCHUE
HEKOTOPHLIX (PAKTOPOB pPHCKA BPOXKACHHBIX JI€(DPEKTOB Pa3BUTHSI U B
IIAPOKOM CMBICJIC Ha VIYUYIIEHUE COCTOSHHUS 3JI0POBbSl OyIyIIHMX
POJIUTEIIEN.

B 1984r nepeyeHb NOKa3aHUM AJI MEPUKOHIENIIMOHHOH
NMPOPUIAKTHUKHU (Hollingsworth u coasr.):

- caxapHbIM AUA0ET 1 IPYTU€ SHJIOKPUHHBIC HAPYILICHUS;

- IMOBTOPHBIEC CIIOHTAHHBIC A00OPTHI U MEPTBOPOKICHUS;

- TMOBBILIEHHBIN PUCK MYJBTU(DAKTOPHUAIBHBIX IOPOKOB PA3BUTHS;

- POXKICHHUE JCTEH ¢ THIOTpoduel U NpeKICBPEMEHHBIE POJbl B aHAMHESE;

- XpOHMYECKHE 3a00JI€BaHUS Y POJUTEICH U JJIUTEIbHOE YHOTpeOIeHUE
JIEKAPCTBEHHBIX TIPENAPATOB, MPOTUBO3aYaTOUYHBIX U HAPKOTUYECKUX
CPEJCTB.



Kateropuun reHeTU4YeCKoro pucKka B meauKo-
reHeTUYEeCKOM KOHCYAbTauumn

KATEFOPUU PUCKA |MPOLEHT CEMEW
HU3KUWU (OO 5%) 62
CPEOHUA (OO 20%) 13
BbICOKWUW (CBbILLE 20%) 25

OCHOBHOWM aHA/IMTUYECKNIN MeTOoA

N1 OLEHKN PUCK3 i
— KIMHNKO-reHeanormyeckmm metoa




* |l. Bropuunasi npodguiakTuka
[IpoBoAUTCS 10 OTHOIICHWIO K OOJBHBIM W HaIpaBjlIC€Ha Ha
YCTPAHECHUE TIOABJICHUS (Pa3BEPThIBAHUS W 3aTATUBAHUS) OOJIE3HU
Yepe3 paHHIO JUATHOCTUKY B MPeHaTaJbHOM mepuoae. [lo3Bosser
YyTOYHUTH Bpadye€OHYIO TAaKTUKY Ipud pa3iuyHbiX ¢opmax BIIP: ot
npepbIBaHUsl OEPEMEHHOCTH MO MEAUIMHCKAM TOKa3aHUSIM B CIIydae
COTJIACHsI CEMBH JI0 OCYIIECTBICHUS BHYTPUYTPOOHOTO JICUCHUS.

oTanbl:
1. npoceusaiowmn 7\ 3. UHBa3UBHbIE
2. HEUHBAa3UBHbIE * XOPHOHOLICHTE3
e V3U * AMHHUOILICHTE3
* CKpPMHMHI MaT€pUHCKHUX * KOpaoieHres

CBIBOPOTOUHBIX pakTopoB (CMCD)



Y3U

YpoBeHb Tanbl ddPPeKTUBHOCTL
| Tepputopuans | Il. 11-14 Hep, | OueHKa aHaTOMUM NNO4A U COCTOAHUA XOPUOHA C
Hble XeHCKune n3ImepeHmem ToNLLNHbI BOPOTHUKOBOTO
KOHCY/1bTau MmN NPOCTPaHCTBa AN1A GOPMUPOBAHUA FPYNNblI PUCKA
Ha BIP n XpOMOCOMHYIO NaTO/I0TUIO.
ll. 20-24 Hepn, | OueHKa aHAaTOMWUM N10AQ, COCTOAHUA NNAUEHTbI U
KO/In4ecTBa BOAbI C Luenbto BbiABneHnA BIP n
MapKepoB XPOMOCOMHOW NMNaTtonornun.
[1l. 30-32 Hepn | OueHKa aHaTOMUU U CTerneHn Pa3BUTUA Naoaa
Ana sbiassieHna BIP c no3gHMm npoasneHnem
Il TeppuTtopmans | Noarsep>kaatoLwas u/mMnm yTouHAOLWAA AMarHOCTUKA KOHKPETHbIX
Hble MIK dopM NaToONOrMKU Pa3BUTMA Y NN0AA, OUEHKA TAXKECTU COCTOAHMA

M NPOrHo3a 340poBbA byayllero pebeHKa ¢ pelweHnem Bonpoca
No AasibHEeNLLEN TaKTUKe BeJeHMa bepemMeHHOCTH (B T.U. ee
npepbiBaHUA B CyYae TAXKEN0ro, He NoAAANLLLErocs IeYEHUIO

BMP y nnoaa).




CKpPUHHMHI MAaTEPMHCKHX CLIBOPOTOYHBLIX (haKTOpPOB
(1l TpumecTp)

* anbda-petonporenH (AdN), R o

* XOPUOHWUYECKUI roHaAOTPONUH (XI) ~ “rpoiinoii “yerpeproii

* HEKOHBIOTMPOBaHHbINA acTpuon (H3) ) Teet™ | recr”

* acCOUMMUPOBaAHHLIN C bepeMeHHOCTbIO
npoteuH-A (PAPP-A).

KpoBb 1715 ucclieqoBaHus OepeTCs ABAXK/IbI:

* Ha cpoke 15 Hemenn

* uuepe3 1-3 Hemenu ¢ TakuM pacu€ToM, YTOOBI BTOPOI 3a00p KPOBH
ObL1 He TTo3:xke 20 Henpean OEpeMEHHOCTH.



Anbda-petonporenHa (APM) -

IMUKONPOTENH
(oaoHa 6enKkoBana moneKkyna v yrnesos)

benok, u3mMeHeHMe KOHLUEHTpauum KOTOPOro npu
NopoKax BnepsBble 6bi10 0OHapy*KeHo B 1972r.

He asnAaetca 100%, T.K. M3MeHeHUe KOHUEeHTpauunu
MOXeT bbiTb Npun 61M3HEeUax, nocae abopToB U Ap.



XopuoHunuyeckum roHagotponuH (XI, Xr4y) —
rOPMOH NPoAyuUpyemMbiv NNaLEeHTOM

* HauumHaeT npoayumpoBaTbCA € NepBbiX 4YacoB
6epemeHHOCTH

°* W BO3pacCTaeT B HECKO/IbKO TbicAY pa3 K / — 11 Hepene,

* 33aTeM NocCTeneHHO CHUXXaeTcAa.

Ha KayecTBEHHOM aHanm3e Haanuyma B-cybbeanHuupbl
XOPUOHMYECKOro roHagoTPONMHA B MOYe OCHOBAaH TecT
Ha 6epemeHHOCTD.

CHuXKXeHue yposHA X[ B KpoBW BO Bpema HepemeHHOCTU
WU  3amenneHne ero pocCTta MOXKeT TOBOPUTb O
CMOHTAHHOM BblIKuapbliwe nnn BHEMAaTOYHOM
6epemeHHOCTM.



HeKoHbIOrMpoBaHHbIN 3CTPUON —
CUMHTE3MNpPYeTCA B NNALEHTe

N3 AernaposanmaHapocTepoHa — cy/sibdaTta, KOTOPbIX, B CBOKO O4Yepeab,
obpasyetcs B  HaAnoyeyHWKax naoaa. [loatomy  ABAAeTcs
MOKa3aTenNem COCTOAHUA deTonnaueHTAapPHOU CUCTEMbl U COCTOAHMUA
nnoaa.

AccoumnpoBaHHbI C 6epeMeHHOCTbIO
npoteuH-A (PAPP-A),
CUHTE3npyeMbIn N1aueHTOoU

C yBENMYEHMEM CPOKa bepeMeHHOCTM ero CEeKpeL s pacTeT.

ABNAeETCA MapKepom Yrposbl MNPeXAeBPEMEHHOro0 MNpeKpalleHuns
6epemeHHOCTHN, 3KTONMYECKoN bepemeHHOCTU. ABnseTca Hambonee
cneunduYHbIM M3  CaMblX pPaHHUX OUOXMMUYECKUX MapPKepos

cuHgpoma [ayHa.



Biochemical marker profile in second
trimester:

Aneuploidies

Marker 121 T8 Ti3 Turner
AFP Low Unchanged | Increase | Decrease
hCG High Very low Norma Very high
uk3 Low Low Norma Decrease
Inhibin-A | High Unchanged | Norma Very high




NMHBa3uBHbLIE MeToAbl

° XOpPMOHOUEHTe3 —3abop KNEeTOK BOPCUHOK XOpPMOHa Ha 10-11
Hepene 6epemMeHHOCTU. XOPUOH 3aKNaabiBaeTCs U3 KNETOK 3UTOTbl U
NMEET TOT K€ XPOMOCOMHbIN COCTaB, YTO U Na0A,

°* amHMoUeHTe3 — 3ab0p OKONION/IOAHOM XKUAKOCTM Ha 15- 16 Hepene
bepemeHHOCTU. B nabopaTtopnm MoKHO nccneagoBaTb Kak camy
XNOKOCTb (€ XMMMYECKMIN COCTaB), TaK U KNETKU Nnoaa, KoTopble
0bblyHO B HeM NnaBatoT. B okononno0aHbIX BOAAX HaxoaATCA
CNYLWEHHbIE KNETKN KOXN NAoAa, SNUTeNNoLUMTbI U3
MOoYeBbIBOAALWMX NyTEN U T.4,. [T03TOMY BO3MOXKHOCTH
aMHMOLLeHTe3a HeCcKoabKo bonblue, Yem BUoncmMm XopuoHa.

* KoppgoueHTe3 —3abop KpoBM K3 NynoBMHbI Nnocne 20 Heaenu
bepemeHHOoCTH.

MaTepunan, B3ATbl NPU 3TUX UCCNEA0BaAHUAX, HANPABAAIOT B
nabopatopua AnA npoBeaeHUs LUTOTEHETUYECKOro, MONEKYNAPHO-
reHeTUYEeCKOro Uan BMOXMMUYECKOro MeToa0B.




NMNoka3zaHuA K NpyMeHEeHUI0 UHBA3UBHbIX
MeToAoB I'IPEHaTaJ'IbHOﬁ ANaArHOCTUKMN.

Bo3pact matepu: abcontoTHOe nokasaHue - bonee 40 ner,
OoTHOCUTenbHoe - 6bonee 35 ner;

Hannume B cembe 601bHbIX C XPOMOCOMHOM NMaToNOrMEN;
HocutenbctBo cbanaHCMPOBAHHOM XPOMOCOMHOM TPAHCNOKaLMN Y
poauTenem,

OnpepeneHne nona naoaa npu X - cuenaeHHbIX MOHOTeHHbIX
3aboneBaHuAaX;

[Mpn pUCKe MOHOreHHbIX 3aboneBaHni, ecnm NpeHaTaabHO MOXHO
onpeaennTb BUOXMMNYECKNE NNN MONEKYIAPHO-TEHETUYECKNE
MapKepbl AaHHOro 3aboneBaHus;

Ecnun ycTaHOBNEH NOBbIWEHHbIN NN MOHUMKEHHbIN YPOBEHb
anbPa-petonpoTemHa B CbiIBOPOTKE bepemMeHHOW KEHLUHbI.



AMHHOTHYECKAA
MHUAKOCTD




* [1l. Tpernunas npoduiakTuka
OTO yCTpPaHEHHE OCJIOKHECHMHW OOJIE3HM 4Yepe3  AJCKBATHYIO
peadHIINTALIMIO U KOPPEKIMIO B IOCTHATAIBHOM IIEPHO/IE.

JInarHocTuKa HACJEACTBEHHBIX 0oJie3Hel u BITP

1. AHTPONONOrUYeCcKun:
* DEeHOTMNUYECKUN aHanns3
* U aepmaTtornnduKa
2. LlutoreHeTnyeckme metoabl:
* KapuMoTMNMPOBaHMUE,
* KapTMPOBaHWUA,
* 3Kcnpecc-meTtoabl onpeageneHna X n'y
XPOMOCOM
3. BoxMmmnueckunii aHanms: HeoHaTaJibHbI
CKPUHWUHT
4. Metogbl AHK gnarHocTuku




HeoHaTaNbHbIN CKPUHMWUHT

3aboneBaHuns, Ha KOTOpbie BbIMOJIHAETCSH
HeoOHaTaJIbHbIX CKPUHUHI B paMKax
HauuvoHanbHOro npoekKkrTa “3aoposbe”

deHUNKeTOHYPUA
[anaKkTozemus
Mykosucumnaos
BpoXKaeHHbIU rMnoTupeos

AZApPeHOreHNTaNAbHbIN CUHAPOM



KpuUtepmm HeoOHaTaZIbHOINo CKPUHUHIA
W.H.O Wilson J.M.G, Jungner G.,.,1968.

3aboneBaHue JO/IKHO UMETb YeTKME KANHUYECKUE U
6uoxmmunueckue Kputepum

YacTtoTa 3aboneBaHmA B AaHHOM NonNynaumMm A0AKHA BbITb
N3BEeCTHa

Be3 afeKBaTHOro 1IeYeHUA UK C IeYeHUeMmM, HavyaTbiM
no3aHo, 3aboneBaHne NPUBOAUT K 3HAUUTENIbHOM NoTepe
340pPOBbA, UHBAZIMAHOCTU UIU CMEPTH

dddeKkTnBHOE NneyeHune paspaboraHo U 4OCTYNHO

JleueHue, HauaToe B AOK/IMHNYECKUIA Nepuoa, 3HaYNTE/IbHO
yAy4yllaeT NporHos

ECcTb 3TM4YHbIN, 6€30nacHbIN N AOCTYNHbIN CKPUHUPYIOLLUMA
TecT



HPOHHTQHI—»HHIUI CKNAHIAHT
NMoKa3aTtenu 2010r 2011 r

Poannocb aeten 28 417 28 157 29 769 29 797 29 350

MpucnaHo 28 303 27 578 29 204 29175 29 101
6n1aHKoB

% oxBaTa 99,6% 98% 98% 98% 99,7

ObcnepoBaHo

Ha ®KY 66% 100% 100% 100%

Ha Bl 72% 100% 100% 100%

Ha AlC 100% 42% 100% 100% 100%

Ha lan 58% 100% 100% 100%

Ha MB 50% 87,4% 81,4% 89%



BbifaB/s1ieHO 3a60n1eBaHUM
B XOA€e HEOHATa/Z1IbHOro CKPUHUHrA

L “““““

PeHnNKeToHYpUA
BpoKaeHHbIN 10 7 10 8 5
rMNOTUPEODS3
AlC 3 4 2 0 2
[anaKTO3emumA 1 1 2 2 0

MykoBucunaos3 1 3 3 1 6



deHOTUNNYECKUUN aHaANIM3

BAP MAP

(BPOYKICHHBII TTOPOK, (IM33MOPHUOreHETUYSCKUM ITPU3HAK, CTUTMA,

IYcreHes3us, AucMopdoaorndeckas yepTa, JUCIIIacTUIeCcKast
OPOK pa3BUTHUS) -

0003HaYaeT CTOMKOE
MOppOoPYyHKIITMOHATIBHOE
HapyllICHUE.

CTUTMa, MUKPOJIETEHEPATUBHBIN MPU3HAK, MUKPOTIPU3HAK U np.),
OTHOCSITCSI K CTOMKUM MOP()OJIOTHYECKUM
U3MEHEHMSIM, HO He 8bIX00sN 3a npedenvl 2paHul
HOPMbL U HE CONPOBOHCOAIOMCS DYHKYUOHANbHBIMU
HapyueHUsIMU.

Manvie anomanuu pazeumus. Ilpumepno 14% HOBOPOXACHHBIX HMEIOT

MUKPOIIPU3HAKHY, npy Hamwm4yud 3-5 | 0ojiee MHKPONPH3HAKOB YacTO
BEISIBIISIIOTCS ~ OOJIBIIIME aHOMAaJIUU pasBuUTUsA WM HAPYHICHHS  HWHTCIUJICKTA.
MukponpuzHaku paccMaTpuBaIOTCH KaK MapKepbl

HACJICACTBCHHBIX H TE€PATOICHHLIX CHHIAPOMOB.

I[J'I}I HUAI'HOCTUKHN HACICACTBCHHbLIX CHHAPOMOB HMCCT 3HAYCHHUC

KAa4yeCTBEHHBIA U KoOJM4YeCcTBEeHHbINM coctaB MAP, a Taxkke ux
COYETAHHOCTD



MuKponpu3HaKku 00J1a1al0T HEPABHOLIEHHOM
AUATHOCTUYECKOU 3HAYUMOCTLIO

Hanbonbwen 3HaummocTtbio o06naapatoT
Takue MUKPONPU3HAKW, KoTopble
BCTPEYAlOTCA peaKo U cpean 60nbHbIX C
HacnencTBEHHOM n BPOXAEHHOM
natonormer, n B nonynauuu 340pPOBbIX
noaemn.

Hanpumep,
* auactema (yactota B nonynaumm 15%)

* rMNoAoHTMA (OYeHb peaKo

BCTPEYaloLWMMNCA NPU3HAK) -
YMeHbLUEHHOE N0 CPaBHEHUIO C HOPMOW
Ko/ain4yecTBo 3yboB

HecyT Pa3Hyto NNarHOCTUYECKYIO
HarpysKy.

Cunapom Kpyzona



Jna peructpamuu u yueta MAP eme B XX B. Obuia OpejiokeHa
CTaHJIApPTU30BaHHAs METOJHMKA, COracHo kotopou MAP MoxHO
pa3aeJuTh HA TPU IPYIIIbI:
* aJIbTCpHATHUBHBLIE,

* H3MEPUTEIIbHBIC

* 1 OmnMcareiabHBIC.

1. AasTepHaruBHas rpynmna - 3to MAP,
KOTOpPbIE (KaK 1 rpyOble HOPOKH) UIIK €CTh,
WA X HET (IManuJJIOMbI, HACEUKH,
ajonenus, 1e(PEeKThl CKajabla u JIp.).

» 7 —— L]




2. N3mepuTesibHas Tpynna - 3To
MAP, onipenensieMbie
a0COJIFOTHBIM MJIH
OTHOCHUTEJIbHBIM
KOJINYECTBCHHBIM 3HAYCHUEM

* YIUIMHCHHUE,

* YKOpPOYEHUE,

* YMCHBIIICHUE,

* YBEIIMYECHUE,

* CMEUICHHUE YaCTH TEJIa UIIH
OpraHa,

* W3MEHEHUE KPUBU3HBI
IIOBEPXHOCTH U OP.




3. OnucarenbHas rpynna - 370 MAP, B OTHOIIIEHUM KOTOPBIX
TPYAHO NPUMEHUTH KOJIMYECTBEHHbBIE METObI N3YUECHUS.

* W3MEHEHMS (DOPMBI MSATKHX TKaHEH,
* IIBETA BOJOC,
* IBETA KOXHU M T.II.

B atom ciyuae

JIOMTyCTUMA UX OIIEHKa B 0asuiax:

[ 6ann - cnaboBeipakeHHass MAP,

II 6anna - yeTko onpenensemas
MAP,

III 6anna - pe3ko BbipaxeHHass MAP
(C KpallHUMH 3HAYCHUSIMH ).




CTOlKHe < MAP
oTMeuaeMas yKe B T
repuoe NMHAMHUYHbIC

HOBOPOXJICHHOCTH U
XapaKTEpHO UX U3MEHEHUE (BILJIOTH J10

MCUYE3HOBEHHUS) 110 MEPE POCTA U PA3BUTHSI
opranusma peOeHKa, T.€. BO3pacTHas JUHAMUKA.

HE ucYe3aromas C
BO3pacToM peOeHKa.

*  KaNWUIAPHBIE TEMAHTUOMBI IIEH U
TIOSICHUYHOM 00/1acTH,

* BBICOKOE HEDO,

* ceajoBuaHAs (popma Hoca,

* runormiazus OOJBIIOro Najbila Ha CTOMAX,

~* yMepeHHbIe KokHbIe cuHaakTuauu 11 u 111

NaJbIEB HOT.

*  DIIMKAHT,

* paclieiIrHa S3bIUKa,

* CaHJAJICBU]IHAS IIEJIb,

* HM3KO PACIIOJI0KEHHBIX YITHBIX
pPaKOBHHAX,

* MUIMEHTAlMHU KOXHU.




4. Coueranue MAP.

AnarHocrnyeckas 3HAYMMOCTb MUKPONMPU3IHAKOB
BEJIMMUBAETCHA, €CJZIn OHU BbIABJIAIOTCA B
coyeTaHuu ApYyr Cc Apyrom

YcTtonumsoe coyeTaHume CUMIMTOMOB, BKJ/ItOUas
MUKPOMPU3HAKKN, SHABNSAETCA KPUTEPUEM BblAENEHUS
CUHAPOMOB.

OHM  0BHapyXuBalTCA B  pa3/IMYHbIX  OpraHax,
hOopMUPYIOLNXCA N3 pa3HbIX 3apOobllLEBbIX JINCTKOB, U
BbIABNSAIOTCA YXe& B TMepuoae HOBOPOXAEHHOCTMW.
JTio60M MUKpPONPU3HAK MOXET BapbupoBaTb MO
CTeNneHMn BbIPAaXXEeHHOCTU /[laXe B paMKax OJHOM
CEMbM.



IIpu cungpome BaapaenOypra couerarorcs:

[Ipu cunapome /layna —

TeneKaHT (natepanbHoOe cmeLleHne BHYTPEHHEro yraa
rnasa),

IAPOKAS MEPEHOCULIA

IeTCPOXPOMHUS pPAdYKKHU (pa3nnyHbIn LBET pafy*KHOM
060104KM NPaBOro 1 1eBOro rnasa Uan HeogMHaKkoBsas
OKpPAaCKa Pa3/INYHbIX YY4ACTKOB PaayKHOM 060/104KH

OAHOTO rnasa),
Oenast IpsiJib BOJIOC HAJO JIOOM;

MOHTOJIOUIHBIU pa3pes Iias,
SMUKAHT,

IOTNepeYHasi JagqOHHAas CKJIQJIKa,
OpaxuaaKTUIHS,

KIUHOIAKTUIINS (MCKPUBAEHUMN NAKN UCKAXKEHUU UX
NONOXKEHNA OTHOCUTENbHO OCU KOHEYHOCTM (NanbLbl
CKOLLIEHbl MeananbHO UKW naTtepanbHo; Yalle 4,5 nanblbi),

caHjajJieBuIHas UIeib.




CnHgpom Aapckora

MuHuManbHbBIC AUAI'HOCTHUYCCKHUC IIPU3HAKH

* TUNEPTEIOPHU3M,

* OpaxuAaKTUIINS

* IajJieBUIHAS MOIIIOHKA
* HU3KHUU POCT




CnHgpom JleHua

MuHuMaTbHBIE UATHOCTHYECKHUE
IPU3HAKU:

* OJHOCTOPOHHSA
MUKPO(DTATbMHUS

* aHOMAJIUM IaJbIICB

* MuKpouedanms

* nedopMallH YIIHBIX PAKOBUH

* ACTEHUYECKOE TEJIOCIOKECHUE

Mukpouedanua |
OTTOMbIPEHHbIE YN
Y3Kkoe nnuo



3aKan4yeHue

leHeTUUecKana cnyKba 3akntoyaerca

B MOMOLLMU NOAAM C FTeHETUYECKMMMU HapYLUEeHUAMMU N NX
CEMbAM XUTb U UMETb AeTeu;

cAenaTb 0CO3HaHHbIN BbIOOP OTHOCUTENIbLHO CBOEro 340P0BbA U
penpoayKuum;

NONYYMUTb AOCTYN K COOTBETCTBYIOLLMM MeAULUHCKUM UK
coLMaZibHbIM CUCTEMaM NOMOLLMU;

CO34aTb YC10BMA ANA aganTaumm cemeu ¢ HacneacTtBeHHOMU
NaToNorMen K nX yHUMKaZibHOM cutyaumm

nu VIH(I)OpMVIpOBaTb 06LI.I,ECTBO O HOBbLIX BOSMOMXHOCTAX U
AOCTUIKEHUNAX MEAMLI,VIHCKOﬁ reHeTuKu.

BO3 cuutaetr HegonycTuMmbIM oL eHUBaTb 3PPEeKTUBHOCTb
MeANKO-reHeTUYECKOM CNyKO6bl B TEpMUHAX CHUXKEHUA YnCna
60nbHbIX.



