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MEJUKO- EHETUYECKOE
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MEOUKO-T'EHETUYECKOE
KOHCYJIIbTUPOBAHUE

9TO KOMMYHUKaATUBHbLIN NMpoLEeCC,
CBsI3aHHbIN C pelleHmnem npoobrem,
OTHOCSILLMXCS K MOABNEHUIO UIMN PUCKY
nosiBNeHna HacneacTBEHHbIX bone3Hen

B CEMbeE
(onpepgeneHne paboyero kKOMuTETAa
aMepUKaHCKoro obLiecTtBa
No reHeTuke yenoseka, 1974r)



MEOUKO-T'EHETUYECKOE
KOHCYJIIbTUPOBAHUE

cneunann3npoBaHHas MeguLnHcKast MOMOLLb -
Hanboriee pacnpocTtpaHeHHas dopma
NPOodOUNAaKTUKN HacneacTBEHHbIX Oorie3Hen,
COCTOUT N3 NHAPOPMUPOBAHUA YernoBeKa O pUcCke
pPa3BUTUS HACreaCcTBEHHOIo 3aboneBaHus,
nepenayn ero NnoToMkam, a Takke o
ONarHOCTUYECKUX U TepaneBTUYECKUX OENCTBUSAX



MEOUKO-'EHETUYHECKOE
KOHCYJIIbTUPOBAHWUE

/\

[1lpocnekTnBHOE

KOHCYIbTUpOBaHMe

l

PUCK POXAEHUS
6onbHOro pebeHka
onpeaensieTcs eue Ao
HACTYyn1eHus
6epeMeHHOCTN NNKn Ha
PaHHMX ee 3Tanax

PeTpocneKkTnBHOE
KOHCYIbTUpOBaHMe

l

pacyeT pucka
OTHOCUTENBHO
3/10p0OBbs 6yAYLLMX
NETEN NOC/E POXAEHUS
B ceMbe 60/1bHOro
pebeHka
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3AOAYHUN MI'K

YCTaHOBMNEHNSA TOYHOIO AnarHosa BpOXXAEHHOro nu
HacneacTBEeHHOro 3aboneBaHud

onpegerneHne Tmna HacrnegosaHusi 3abofieBaHns B
ONAaHHON ceMbe

pacyeT BEMUYUHLI pUCKa NOBTOPEHNSA 3aboneBaHns B
ceEMbE

00bsSICHEHNE CcOoAEepPKaHNSA MEONKO-TEHETUYECKOrO
NpoOrHo3a TeM nasaMm, KoTopble obpaTUnnch 3a
KOHCYIbTaumneun

avcrnaHcepHoe HabnogeHne U BbISIBIIEHME TPYNIbl
NOBbLILLEHHOIO pUCKa cpean PpoaCcTBEHHUKOB MHAMBUAA
C HacnegcTBeHHOW 60Ne3HbI0

nponaraHga MeanKo-reHETUYECKNX 3HaHUN cpeau
Bpayen n HacerneHus



Cneuynann3npoBaHHas reHeTn4yeckas
cnyxb6a Ha 0aze kadegpbl AYJIX MIMCY n
LleHTpa BbICOKMX TEXHOMOIMMN B NIEYEHUN OETEN
C BpPOXOEHHOW HacrnegcTBEHHOM NAaTONIOrMen
YenCcTHO-NMLUEBOW 00nacTn CywecTByeT C
1983 r  UmeeT 28-NETHUN ONbIT PabOTHI

Ha gucnaHcepHOM y4yeTe B LIEHTPE COCTOAT
3175 peten ¢ BPOXOEHHOU N HacneacTBEHHOW
naTonornen 4YentcTHo-nMueBson odnacTtu.

ExxerogHo 130 — 150 cemen npoxoaar
nepeuyHoe MK n 15 — 20 noBTOpHOE.



MEOUKO-T'EHETUYECKOE
KOHCYJIIbTUPOBAHUE

COCTOUT N3 HETbIPEX 3TAlOB.

aunarHos
MPOrHO3
BbIBOA
coBeT

SKKX




\‘ MunHMManbHbIN CPOK
2X —3X MepHoro Y3U
ONsa ANarHOCTUKU
BPOXXOEHHOW
NaToriorMm YentCcTHO-
nuueson odbnacTu
11,5 —12 Hepenb
bepemMeHHOCTMW.
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[1ByxmepHaa npeHaTanbHas gnarHocTtuka
BI'MP nuua nnoaa
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TpexmepHas npeHaTanbHaga AnarHocTuKa
BI'1P nnona




ITNONOIMNs BPOXOEHHbBIX pacCLlleJsinH

rybbl n Heba

BpoxaeHHble pacllennHbl BEpXHEN ryObil,

anbBEONAPHOro OTPOCTKAa, TBEPAOro U MArKOro
Heba - reHeTU4eckn reteporeHHoe 3aboneBaHne

N30n1mpoBaHHbIe POPMbI

1/3- HacneaCTBEHHbIE:
v/ AyTOCOMHO-AOMWHAHTHbIE
v/ AyTOCOMHO-peLieCCUBHbIE
v/ X-CUenneHHble
v’ MynbTndakTopmasnbHble
v/ XpOMOCOMHbIE

2/3- TepaToreHHbIe
(cnopaguueckune)

[lonynsauMoHHasa yacTtoTa :
1:500-1:1000 HoBOpOXXAEHHbIX

N

CnHApoMarsibHble (POPMb
95 %-HacneacTBeHHbIE

v/ AyTOCOMHO-AOMWHAHTHbIE
v/ AyTOCOMHO-peLieCCUBHbIE
v/ X-CUenneHHble

5%-TepaToreHHbIe

(cnopaguueckune)

[lonynsaumMoHHasa YacToTa:
1:2000-1:10000 HOBOPOXAEHHbIX



Cxema mynsTudpakTtopmaribHOro
HaCJ1edOBaAHWNA (1965r.-Fraser)

BbIKMADbIWY, MepPTBOPOXKAEHHbIE

" TepaToreHHbie N\
Pr+H \ dakTopbI

0

3&0'}05 ~“NaToNorMyeckme <\  UCTUHHbIE MaKPONPU3HaKM, (epMEHTI
reHbl )




VICTUHHbIE MUKPOMPU3HAKA

npodBrieHne NencTBmnsa aHoMarslbHbIX reHOB

[ns BepxHeu ryosbl
v/ ACMMMETPUA KpacHOM KaMbl BEPXHEN TyObl

v/ HapyweHne nonoxeHusa n gopmel 3yboB B MeCTe
npeanonaraemMomn pacLienuHbl (1.3;1.2;2.2;2.3)

v/ ACUMMETPUSA KOXKHO-XPSLLIEEBOrO oTAerna Hoca

[1ns Heba

v/ HapylweHue nonoxeHunsi n popmel 3yboB B MecTe
npegnonaraemMomn paclienuHbl (1.3;1.2;2.2;2.3), MUKPOOEHTUSA

v’ AcummeTpusi dparMeHToB MSATKOro Heba nnm rmoTo4YHOro
3aTBOpa (HECUMMETPUYHOE COKPALLIEHNE MbILLILL)

v/ PacliennHa unm pasgBoeHue uvulae



Kak cuntaTtb % CcTeneHu pucka

NoNynsUMOHHAaaA BennYnHa (2%-4%)
+

Bce % mMambl
+

Bce % nanbl

< 5% - HM3Kaa cteneHb
5% - 15% - cpegHsaa cTeneHb
> 15% - BblCOKasa cTeneHb



TepaToreHHble aKkTopsbl

(Cnopaguyeckasa mytauus)

v/ Bupycel rpunna, OPBU, Herpes Simplex
v CTpenTto-cTamnnoKOKKM

v/ JlekapcTBeHHblIe Npenaparbl (Hanpumvep,

NPOTUBOCYOOPOXHbIE: PEHUTONH, TPUMETALANOH U
rMOaHTONH)

v/ TOKM BbICOKOWM YaCcTOThl
v Hepoctatok O2



[Ipmepbl HacnegCcTBEHHbIX
CUHAPOMOB C nNopokom pa3utuga YJ10

v/ CnHgpom remmdaumanbHOW MUKPOCOMUN
v/ CuHapom [onbaeHxapa

v/ CuHagpom ®paHyeckeTTn

v/ CuHopom BaH-gep-Byaa

v/ CnHpgpom PobeHa

v/ CuHapom Kpy3oHa

v/ PoTto-nnue-nanbueBon CUHAPOM



CuHgpom [Nbepa-PobeHa

[NonynaumoHHasa yactota 1:800 — 1:1500
Tvn HacnegoBaHWs —  @QyTOCOMHO-AOMMHAHTHBIN




CunHOpOM (PPOHTO- Ha3asribHOW
avcnnasnm

S SNSXSKKKKKX

MNonynaumoHHasa yactoTta 1:8000-1:10000
Tvn HacneaoBaHWS @yTOCOMHO-AOMUHAHTHbIN

bpaxmuedanus
aHTMMOHIONOUAHbIN pa3pes rnas
pacLuenfeHrne KoOHYMKa Hoca
LUMPOKasi CNUHKa Hoca

BbICOKOE apKoBMAHOE HEDO
pacwenuHa rybbl/HEDa

)XECTKME BOMNOCHI

aHoOManuun nanbLUeB KUCTEN 1 CTON
(wnpoknn | naneu, cMHAAKTUIINS)
naTonormsa 3yoos




AHrngportmnyeckaa doopma
aKTOO4EpPMAanbHOU Ancnnasnm




SN KKK KKXKXXKX

AHrngportmnyeckaa doopma
aKTOO4EpPMAanbHOU Ancnnasnm

KOXa MCTOHYeHa, 0CObeHHO BOKpYr rnas
NOTOOTAENEHNE CHUXKEHO

NXTNO3N(POPMHOE LLeNyLleHne
NTAIOHHO-MO/AOLLUBEHHbIE KEpaTOAEPMUN

pe3Koe rnopeaeHne BOJIOC Ha rosioBe UK ToTallbHas
annorneuus

6poBu, @ MHOrAa N pecHULbl, peakme

nepBnYHas aaeHTus, 3ybbl N034HO NMpope3bIBaoTCH,
No3a4HAS CMeHa 3yboB, 4acTo AedOpPMUPOBaAHDI
aToONMUYeCcKnn AepMaTuT

actMma

rMnoTupeos



TepaToreHHble CMHOPOMbI
ANKOronbHo-eTanbHbI CUHAPOM

v

BHyTpuyTpOobOHasa runotpodusa
nnoga

NcTnHHaa mukpouedpanug
OpraHuyeckoe nopaxenune LIHC
BpoxaeHHble NOpoku cepaLa

PacwenvHbl BepXHen ryobl 1
Heba

YMCTBEHHO AETU HE COXPaHHbI,
Yyalle BCero onurogppeHnsa



TepaToreHHble cCMHOPOMbI

LinTomeranoBupycHbii CUHAPOM

S X KX

HeBpOJ'IOI'I/ILIeCKaFI CUMIMTOMAaTUKa

[loBbILLEHHAA cyoopOoXXHas
FOTOBHOCTb

BHYyTpuyTpoOHasa runotpodus
nnoaa

PacLuennHa Heba

[TaTonorua 3peHnsa u cnyxa



TepaToreHHble CMHOPOMbI
CVHAPOM KOPEBOW KPACHYXU

v/ OpraHundeckoe nopaxenHue LIHC

v/ OTeKkn rosiloBHOro mo3sra
(BHYTpPUyTpPOOHas
rmgpouedpanus)

v/ HeT uBeToBOro 3peHus

v/ HenpoceHcopHas TYyroyxocTtb

v/ /IcTHHaa MakpoaeHTUs

v/ PacuwennHbl BepxHeun ryobl u
Heba




OCHOBHOW LENbto
cneunanusmposaHHoro MK aensaeTca:

v/ [duarHocTtuka HacneacTtBeHHOro 3abosfieBaHUA U ero
npodunakTmka B CEMbE,;

v/ [oCTmxeHune ncmxororm4yeckoro brnarononyyms B
aganTtauum ceMbU K reHETUYECKOMY PUCKY U
nosisneHuto BINP nunua y byayuwero notomcTea;

v/ CoyeTaHne HOBbIX OAMArHOCTUYECKUX TEXHOSOMNMN,
HOBbIX MOAX0A0B B KOMIMSIEKCHOM NEYEeHNn U
npodomnnakTuke HacrneacTBEHHbIX U BPOXOEHHbIX
3abonesaHum YJ10 y notomcTBa.



CHACKUBO 3A BHUMAHNE




