Meauko-reHeTUYHe
KOHCY/1bTYBaHHA



NMnutTaHHA Temu:

MepauKo-reHeTUUYHI acneKkTu cim'i.
Meaunko-reHeTU4YHEe KOHCY/IbTYBaHHA.

* Merta Tta 3aBaaHHA MIK;

* Bu3HaQ4YeHHA cmyrneHAa 2eHemu4yHo20 PU3UKY;

* OUiHKa maxcKocmi meoOu4yHUX ma coyianbHuUx
Hacniokie 0aHoi aHoMaanit.

e [lepcnekmuea 3acmMocy8aHHA ma egheKmueHicmo
memooie npeHaManbHOi Oia2HOCMUKU.

lMpeHaTanbHa AlarHOCTMKA CNAaAKOBOI NAaTOANOCrII.

CKPUHIHr-Nnporpamu HOBOHaAPOAKEHUX ANA BUABNEHHA
CnaAKoBUX NOpyLleHb 06MiHY peyoBUH.

MepcnekTusu reHoTepanii.



MpodinaKTUKa cnagKoBux
3aXBOPIOBaHb

Ipogpinaxmuxa cnaokosux xeopoo
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MpodinaKTUKa cnagKoBux
3aXBOPIOBaAHb

NMepBuHHA npodinakTuka

MNepenbayae nonepeaXeHHA 3a4aTrA  XBOPOI AUTUHKM, AKe 3abe3neuvyioTb

NAaHYBaHHAM HAPOAXKEHHA AITEeM Ta NOANINWEHHAM XUTTEBOrO CepeaoBuLLLa NI0ANHM
, . : |

BropuHHa npodinakTuka

:
3AIACHIOITE  WAAXOM NPUNUHEHHA BariTHOCTI B  pasi  BMCOKOI BIpPOrigHOCTI
3aXBOPIOBAHHA NAoAy

I

TpeTuHHa npodinakTuka

| KopekKuia BuABy aHOManbHMX reHis, 0cobanso ycniwHa B pasi XBopob 3i cnaaKoBoo
| CXMNBHICTIO |




MpodinaKTUKa cnagKoBux
3aXBOPIOBaAHb

[lin nepsunnorw npogirakmukorw po3yMIKOTh TaKl 3aXOAW, SKI TOBHHHI
3amo0ITTH 3aYaTTHO) TA HAPOKCHHIO XBOPO1 AUTUHH. OCHOBHI HATIPSMKHU:

1. OxopoHa AOBKULIA A03BOJMTH 3MCHIIWTH KiIBKICTh CIIOHTAHHUX Ta
1HIy KOBAHMX MyTaUl# (paalamiifHoi, XIMIYHOI Ta 010J0TIYHOI MPUPOIH).

2 3I0pOBUM CIMOCIO JKUTTA, 30KPEMA HE BKHUBAHHS AJKOTOJII0, 3MCHIIUTH
KUIBKICTh TCHEPATUBHUX MYTALI{ IO MPU3BOAATH 40 HCMOBHOLIHHOCT] FAMET.

3. [TommpeHHs MEAMKO-TCHETUYHHU3 3HAHB CEpeJ JIKApIB Ta HACCICHHS
J03BOJIUTH BYACHO JIarHOCTYBATH Ta HAMPABIATH XBOPHX Y MEIUKO-TCHETHUYHI
KOHCYJIbTALII.

4. 3a00poHA POAMHHUX LLTO0IB. B Takmx CiM X 4acTIiIIE HAPOIKYHOTHCS
JITU 13 PCUCCHBHHUMH TCHHHMHU 3aXBOPHOBAHHSMHU, OCKUIBKM OUIBIIICTH TCHIB Y
HAIIAIKIB NEPEXOAUTH Y TMO3UTOTHHM CTaH.

) Hapomxysaru aiteit y Biul A0 35 pOKIB PEKOMEHAYETHCS V 3B 3Ky 13
30LIBIICHHAM PHU3HMKY MHMOBIPHOCTI HAPOIKCHS XBOPOI AUTHHU Y JKIHOK 3
XPOMOCOMHHMMH 3aXBOPHOBAHHIMH, Y YOJOBIKIB 3 ACAKMMHU I'€HHUMH XBOpoOamu
(axoHgporuiasisa, cuHapoMm Mapdana).



MepauKo-reHeTUYHe KOHcynbTyBaHHA (MTK)

MEOVNKO-TEHETUYHE KOHCYITbTYBAHHSA - ue ranysb
NPOMINAKTUYHOI MEeAULIUHU, WO MAE HA MeTi 3HUXEHHS KISTbKOCTI
reHeTUYHO 06yMOoBNEeHUX XBOPO6 i BpOAXEHUX NATONOT I
PO3BUTKY

ETanu cknagaHHs reHeTUYHoOro NporHosy:
- BU3HAYEHHS CTYNeHs reHeTUYHOro pU3uKy;
- OUIHKQ BAXJIMBOCTI HACNIAKIB MPOrHO30BaHOI AHOMANIT;
- OUIHKQ NepcrnekTUB BUKOPUCTAHHA METOAIB NMpeHaTasbHol
AIQrHOCTUKW.




Meauko-reHeTuuHe KOHcyabTyBaHHA (MITK)

1 Po3Butok MIK sik camocTinHOI MeAu4HOI ranys3i
noB’A3yl0Tb 3 iM’aAM LlenidoHa Knapka Pida —
aMepUKaHCbLKOro bionora ta reHeTuKa, AKUn B
1947 p. nepwumM 3actocyBaB TEPMIH
2eHemu4yHe KOHCYyJibmyeaHHs i cchopmyriroBaB
MOro OCHOBHI 3a4aui.

1 B 1929 p. pocincbkuu nikap-reHeTuK
C. M. [JaeudeHKkog opraHisyBaB nepiuy B CBITi
MeAWNKO-reHeTUYHY KOHCynbTauitro,
cchopmynoBaB OCHOBHI NONOXEeHHA MeTOAUKU
KOHCYNbTYBaHHA POAMH 3i CNaAKOBUMM
3axBoprOBaHHAMU HepBOBOI cuctemu (1934).



OcHoBHi 3aBaaHHA MTIK:

BCTaHOBJIEHHA TOYHOrO AiarHo3y cnaaKoBoro
3aXBOPIOBAHHA;

BU3HAUYEHHA TUNY CNaaKOBOro 3aXBOPIOBAaHHA B
AAHIU CIM'T;
PO3pPaXyYHOK PU3NKY NOBTOPEHHA XBOPObU B Cim'i;

BM3Ha4YeHHA Hanbinblw epeKTMBHOro cnocoby
NPOPINAKTUKMY,;

NOACHEHHSA Lo 3BEPHYNOCA CEHCY 3ibpaHoi i
npoaHanisoBaHol iHpopmauii, meanKo-
reHeTUYHOro NPOrHo3y i metoAis NPOPINAKTUKM.



Ctpyktypa cuctemm MrIK:
MixXpanoHHi meanKo-reHeTUYHi KabiHetn (MMTIK)
O6nacHi meanko-reHeTUYHI KabiHetn (OMIK)
MixXobnacHi meguko-reHeTnuYHi ueHTpu (MMTIL)
YKpaiHCbKUM HAaYKOBUN LLEHTP MeANYHOI FeHeTUKMU
KniHiyHuX HAI MO3 Ykpaiuu | AH YKpaiHu
MmeAayHiBepcUTeTu
IHCTUTYTU YAOCKOHANEHHA NiKapiB..



MixXobnacHi meanKo-reHeTUUYHI LLeHTPU
(MMTL):

Hapatotb cneuianisoBaHy AONOMOry Hace/ieHHIO Li/Ioro perioHy
B AiarHoctuui, npodinaktuui i NikyBaHHI XBOPUX i3 cnagKoBumu
i NpupoArKeHUMM 3aXBOPIOBAaHHAMM.

OKpim reHeTuKiB-neaiaTpiB | aKywepiB-rMHEKONOris, B LITaT
MMILU BxopAatb i iHWi d¢axiBui, WO npouwan cneuiasbHy
NiAroTOBKY no MeaUnYHIn reHeTuui (eHpoKpuHoONOT,
HeBpoOMnaTonor).

MM opraHisye npeHaTanbHy AiarHOCTUKY B perioHi, macosum
CKPUHIHI CNagKOBUX 3aXBOPIOBAHb.

€ cneuianizoBaHi UEHTPU AIarHOCTUKM | JANiKyBaHHA ANnA
HaubinbL NOLWUPEHUX CNaaKoOBUX 3aXBOpPIOBaHb
(beHinkeToHypii, MYKOBICLMUA03Y, remodinii, M'A30BOI
anctpodii).



Buau aiarnoctukn MMrIy :
> UMUTOreHeTMyHa i bioximiuHa nabopatopii,

> Y30,

» naboparopia AHK-aiarHocTUKM.

MMrIy MaE€ LUMPOKI MOXXNNBOCTI
BCECTOPOHHLOro O06CTeXXeHHA XBOporo i
BCTAHOB/IEHHA AiarHo3y, BUOIp TaKTUKMK
NiKyBaNbHUX | NPOPINAKTUYHUX 3aX0A4IB.



ETann MI KOHCynbTyBaHHA:

| eman: npoBOAUTLCA BUBYEHHA aHaMHe3y XBOpobwm,
CK/1IaAaHHA poaoBoay | YTOUHEHHA KNIHIYHOro AiarHosy.

Il eman: KOHCYNbTYBAHHA  ANiKap-reHETUK  MOXe
NPOrHOo3yBaTU BIiPOriaHICTb HAPOAXKEHHA XBOPOI AUTUHU
Ha OCHOBI BCTAHOB/IEHHA TUNY YCNAaAKYBaHHA NAaTOJOrIi B
AaHin cim'i.

Il eman: reHeTUYHOro KOHCY/NbTYBaHHA pobuUtbeA
odiLiHUX BUCHOBOK 3 peKkomeHaauiasmu, B T.4. MNpO
CTYNiHb PU3UKY AN1A NOTOMCTBA.

IV eman: nikap-reHeTnK pekomeHAaye HeobXxigHi 3axoam
(uepes 3-6 micAuiB nicnA BCTAaHOB/IEHHA AiarHosy).

BUCHOBKMU nikapa-reHeTUKa NOBUHHI 6yTn 06'eKTnBHUMM,
OCKiNIbKN HeobrpyHToBaHi peKomeHAaauii MOXKYTb
06epHyTUCA BaXKKOKO NCUXONOrYHOIO TPAaBMOIO nicas
HapoAKXeHHA XBOPOI AUTUHMN.



CKnapaHHA reHeTUYHOro NPOrHo3y
BK/IIOYAE TPU eTanu:

Bu3Ha4yeHHA cmyrneHA 2eHeEMuYHOo20 PU3UKY.

* [eHEeTUYHUU pU3UK — cneundivyHa UMOBIPHICTb
(Big, 0 po 1,0) noasmn neBHOI aHOMaNIi y
npobaHaa abo noro poanuis.

* [eHEeTUYHMI PU3UK MOXKe byTu:
3a2anvHononynayiiHum (3—5%) Ta cneyugiyHum
(0-100%).



CryneHi cneundivyHOro pu3snKy:

. Ay*Ke HM3bKun — 00 3% (0—3%);
HN3bKUK (3—5%);

. nigsuweHunn (o 10%);

. cepegHin (0o 20%);

. BUCOKUM (binbwe 20%).



EMnipnyHun pnsumk

npu AeaKUX MmyabTudaKTOPHUX 3aXBOPIOBAHHAX

Pirzax: oA cHocie

3axB OpIEAHHA
5 UHEDENIFAS HELL T IE AR LI § UL LY [ H ¢

FIHIOHOT1CTE 2%%
FocooKcTs 15%%
HUTAMHA Hepeby AMEHEA Mapamy 2-3%%
Emimencia 3-12%%
I Erz0dpenHia
Frann ¥EOpHA OJHH 5 GATEKIE 10%%
FAratn xEop 06HIER GATRED A40%%
AJEPTiYH] 3aXE 0pIBAHHA
HepMaTHT, aTHI 6%
B oM AMEHA ACTMA 3-9%%



MonynAauinHnm pnsuk ana tpucomin 13, 18, 21
3a/1e}XHO Bij BIKY maTepi

Bik matep

Ho 19 pokie
2024 poKK

25-29 pokKiB
30-34 poKM
J0-39 pokiB
4044 poKK
45 poKIB | CTapWwe




daKTOpPU reHEeTUYHOro PU3UKY:

* TUN yCNaAKyBaHHA O3HAKM,
* cnopiaHeHicTb 0CObMH y Wnobi
* HaABHICTb Y 6aTbKiB TPaHC/NOKaLIN.



OuyiHKa maxcKocmi meouyYHUX ma coyianbHuUx
HacnioKie oaHoi aHomanii

CTyniHb reHeTUYHOro pU3nKy iHOAI He cniBnagaec 3i
CTyneHem naTonorii.

* Hanpuknapa, A-[l nonipakTunia nepepacerbcs i3
imoBipHicTio 50%, ane moxamnBa Koperyroya onepauis,
Nicna AKOI XBOPUM MOXKe BeCTU HOpMa/ZibHMK cnocib
HKUTTA.

*  PusuK meHiHromienouene ana cubcis craHoBUTHL 3-4%,
ane HacniaKu XipypriyHoi onepauii He 3aBXXAu
NO3UTUBHI, YaCcTO NicnA onepauin MOXXAMBUK Napanapes
HUXHIX KiHLWIBOK, po3ymoBa BiacTtanictb. CTyniHb
MeANYHUX Ta COUiaNIbHUX HACNIAKIB Y APYyromy BUnNaaKy
TAMXKa.



lMepcnekmuea 3acmocy8aHHA ma egpeKmusHicmos memoadis
npeHamasbHoi 0ia2HOCMUKU

* 3aCTOCYBaHHA MeTOoAIB NpeHaTaNbHOI AlarHOCTUKK
N03BOJIAE NNAAHYBATU AITOHAPOAKEHHA B POAUNHAX
BUCOKOIro PU3MKY, nonepeamtn HapoaXKeHHA AiTeun 3
NPUPOAKEHOI NATO/OTIELD.

* 3MicT pobOTU reHEeTUYHOT KOHCYAbTaLLii
BM3HAYaAETbLCA Ii KIHLEBOIO MeTo, TO6TO
BCTAaHOB/IEHHAM CTYNeHA reHeTUYHOro PU3nKy B
obcTexyBaHiM POAMUHI, | PO3'ACHEHHAM Y AOCTYMHIN
dopMi 3MICTY MeANKO-reHETUYHOIO BUCHOBKY TUM,
XTO 3BEpPHYBCA.



Mpuknagu poaosoais i3 pusnkom 0%

* ONA AiTen 340p0OBOro

. cmbca xoHapoanucTpodika
, abo npobaHaa,

YPaXeHOoro IHWOo

ayTOCOMHOI aHOMANIELD,
AKA yCNaAKOBYETbCA 33

I . NOMIHAHTHUM TUMOM
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Onsi Hawagka ©OaTbKiB, YpaXeHux ayToCOMHUMU
retepoanenbHUMMMU aHomManiaMmm, Kl ycnaakoBYHOTbLCH
3a pPeuecuBHUM TUMOM, Oe B pPoAOuHI 4OroBIKa
npoasunaca A-P rmyxoHiMoTa, a B POAVHI OPYXUHU —

[MyXOHIMOTa, 34enneHa 3 MIrMeHTHOK peTuHonaTier
(cuHapom Yuiepa).



Xay

ANA oiten 3go0poBoro opara remodpinika
abo xBoporo iHwWow X-34ensieHoK
peuecMBHOIO aHOMarnI€E

XAy



() O O) (O MyTauii de novo
N

?

ANA HalaaKiB 340P0OBOI CECTPU XKIHKWU, Y AKOI
HapoAaunacsa AUTUHA i3 cuHapomMom Anepa, Lo
€ pe3ynbTaToM HOBOI FeHHOI MyTauil.



Anst NOTOMCTBA XiHKU, HaniBcubcu (bpaTtn no
oAHOMY DaTbKy), AKOI CTpaXAakTb MionaTiero
OoweHa



[eHeTUYHUN PU3KK NPU iHUECTHUX W bax

a

B fiowe)

Lo

ATaHCMH
Mpuapenxa




[eHeTUYHMU pU3BUK AanAa cnbcis
Npu PisHMX TUNAX ycnaaKyBaHHA 3aXBOPIOBaHHA

s anoarti | TR
N g cocle (%o

JoniHaHTHA redHa My Tamsa de novo 0

X pomocoMEa MyTaIAa de novo 1

AVT0COMHO-D AIeCHEHHE THII 25

I oHOCOMEO-D AIeCHEHME THIT oA cectep 0

a7 op arie 33-30

A¥TOCOMHO-JOMIHAHTHHIE #THII 3 HEIIOBHOH

TIEHEeTp aHTHIC TH 3550

ITomrenso JeT epMIHOBARHE THII oo 10

P oK 0Im A 3AT b Ho—
IOV UIHHN P H3HE

Hezbanancopama XxpomoconHa abepaifa v

0IHOTO 13 DATEKIE 5-90




BusHaueHHA cneundiyHOro pusmky
Ta NPOrHo3y y BUNaaKax meHAaenoluYmx o3HakK

. . Pusuk = 0%

&
oZooo
2

[1Bo€ 3040pOBUX MONOAUX JlKOAEU, HapeYeHUMN | HapevyeHa, 3BepHynucs
B reHeTUYHY KOHCYnbTauilo B 3B'A3KY 3 BUSABJIEHHAM B 000X poauHax
aHoManin cnyxy, y HapedyeHoro oynu rnyxi opaT, 4aAbKO 3 OOKy

mMaTepi i nfieMiHHUK (CUH cecTpM), a Hape4yeHa Mmarna rnyxumx opara i
cecTpy.



 deHOTUMNOBO 340pO0BAa XiHKa (NpobaHA), 6aTbKo, AAADBKO i
CcecTpa AKOI CTPaXAaloTb HEeAOCKOHA/IMM OCTeoreHe3om,
LuiKaBuaaca reHeTUYHUM NPOrHO30M ANA CBOIX AiTeMn.

* VY npobaHaa 3Hanwnun nuwe 6nakutb cknep. NMpobaHa He
MaJia nepenomis, Masa rapHum cnyx. EKcnpecuBHIicTb
reHa B Hel 3HMXXeHa ~ 80%.

* AmoBipHicTb TOro, L0 BOHA € HOCIEM NATO/IOTIYHUX FeHiB,
AKi Y Hel maHidecTyBanunca TibKn 61aKnUTTIO CKaep,
cknapae 80%, a UMOBIPHICTb, WO ii 4ITU MOXXYTb byTun
ypa)XeHi octeonopo3om, cknagace 4/5 x 1/2=4/10, Tobto
40%.



BariTHa XKiHKa 3BepHy/saca B KOHCYAbTaLilo, 2 ii 6paTtu cTpaXKaanum
AAEPHOI0 KaTapaKTolo i iXHi AAAbKO 3 6OKY maTepi, BOHa NPocUaa
BM3HAUYUTKU CTATb CBOro naoay. AHomanifa 3uenseHa 3X-3uenneHa
peuecMsHa, a NAaTO/IOriYHUM reH 3HaXoAUTbCA B TICHOMY 3B'A3KY 3
reHom rpynm Kposi Xg.

060¢€ yparkeHnx 6patu matotb reHotun Xg+, Toai AK npobaHa mana
reHoTun Xg-, AK i i 6aTbko. leHoTUN ii maTtepi Xg+Xg-, npuyomy
BIiAOMO, WO B POAUHI FeH AAepPHOI KaTapaKTU IOKaNI3yETbCA Ha X-
XpOMOCOMi pa3om 3 reHOM rpynu Kposi Xg+. KiHka-npobaHpg, He
oAep’Kana LU Xpomocomy Big martepi (38'A30K TicHun, 1%
KPOCUHroBepy).

He tpeba pekomeHayBaTu BariTHii XiHLi NnpeHaTanbHe
BM3HAUYEHHSA CTaTi naoAy.



* [lpu nnaHyBaHHI BAriTHOCTI CTYNiHb
reHeTUYHOro PU3UKy He 3aBXKAMU €
BUPIWANAbHUM PAKTOPOM ANA POAUHMN.

dPakrTopm, L0 BNJIMBalOTh
Ha pilleHHs poAUHM:

1) MOXKAUBOCTi HACTYNHOI MeaUYHOI KopeKLii
AaHoro pedekty abo noro yacTtkosoro
BMUNPAB/NEHHSA;

2) pedekt (aHOManifA) He o6MeXxKye HoOpmasnbHUMN
CNocib »XUTTA XBOPOro;

3) ni3HA maHidecTauia gedekry;

4) BiaCYTHICTb AiTeW y pOAUHI;

5) nepuHaTanbHa NeTaNIbHICTb PO3INAHYTOrO
pAedekxry.



dDakTopm, L0 BNJIMBalOTh
Ha pilleHHA pOoaAUHM:

1) BiacyTHiCTb a60 0ObMexKeHicTb MmoXKansocteun
nposeaeHHA NpeHaTaNbHOI AiarHOCTUKMU;

2) ncuxivyHe 3aXBOplOBaHHA NpobaHaa i noro
NPUCYTHICTb Y POAUHI;

3) TpnuBane NpoXKUBAHHA XBOPOro B POAUHI, LLO
HaKnaaae 3Ha4yHi couianbHi oOmeXKeHHS;

4) HafABHICTb 340POBUX XXUBUX AiTEU B POAUHI.



[IpeHaTanbHa AiarHOCTMKA CNaaKoBOI NAaTONOTI|

Po3pobka HOBMX meToAiB AiarHOCTUKKN Pi3SHUX
cnagKosux Xxsopob no3sonnna BUBYEHHA
OpraHiamy B npeHaTa/ZibHMIN Nepioa 3 MeTolo
PaHHbLOI AiarHOCTUKMU Ta NonepesXKeHHA
cCnaaKoBOI NATONOTii, 0CO6/IMBO 3 TAXKKUMMU
BaZaMun PO3BUTKY.



[MpeHaTanbHa AlarHOCTUKA

TIPEHATAJIbHA OATIATHOCTUKA (nat. prae — nonepeay,
nepen + natus — HapOAXeHHs) — AIGrHOCTUYHI NpoLIeAypU, WO
BUKOPUCTOBYHOTLCA B XOAiI 06CTeXeHHs BariTHOI Ang
BUABIIEHHSA MreHeTUYHUX YU aKUX-Hebyab iHWUX aHOManiu
PO3BUTKY NSIOAY

Buau npeHatanbHOT A4iarHOCTUKU

S

| IHB.G3MBHI.3 HeiHBA3UBHI:
5'0ﬂCf" XOpIOHa CKPUHIHI MATepUHCBKOT CUPOBATKU
aMHIOLEeHTe3 y3[1
niaueHToLeHTe3



MpeHaTanbHa AiarHOCTUKA NPU3HAYAETbCA
B TaKUX BUNAAKax:

NPy HAABHOCTI B POAUHAX AiTEU 3 NPUPOAIKEHUMMU
BaZaMM PO3BUTKY; 3 peuecMBHMMU MOHOFeHHUMM
XBopobamu;

NPM HAABHOCTI XPOMOCOMHMX TPaAHCAOKaUIN VY
6aTbKiB;

NpuM HaABHOCTI Y OAHOro i3 6aTbKiB AOMIHAHTHOroO
3aXBOPIOBAHHSA;

npu Bili martepi 6inbw AK 35 pokKiB;

npu BUKUAHAX, AKI, MOXAMBO, nNoB’A3aHi 3
HEeCYMICHICTIO nnoaa i maTtepi 332 epUTPOLUTAPHUMM
aHTUreHamun  (pe3yc-KOHPNIKT, KOHPANIKT 3a
cuctremoto ABO Ta iH.).



IHBa3nBHI meToAamU

Y3 aaruuk

Bioncia xopioHy -
aHanis BOpCUHOK
30BHIWHBLOrO Wapy
nnaueHTv - XOPiOHy

AMHIOUEHTES -
aHani3 HagkononniaAHoI
PIAUHA | KNITUH
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TTrnaueHToueHTes i
KOpaoueHTes -

aHani3 NAaueHTu i

Ny NOBUHHOI KpOBI




MeTtoa amHIOUEeHTe3Y

e [1nsa ogeprkaHHA HeobxigHOro Ana aHanily maTtepiany
NpoBOAATb aMHioueHTe3, Ha 15 — 16 TMKHAX BariTHOCTI
6epyTb aMHIOTUYHY PiIAUHY, AKa MAE KNITUHU NJI0AY Ta
MICTUTb NPOAYKTMN NOTO XKUTTEAIANBHOCTI.

OaeprkaHMM matepian AOCNIAXKYIOTb PI3SHUMU MEeTOAaMMW:
> BioXiMIYHUM:;

> LUNTOT€HETUYHUM;

» MoneKkynapHo-reHeTuYHUMK (AHK-30HAN);

» IMYHONOTIYHUM.



AMHIouUueHTe3

Ha 15-16 TnxxHi

AMHIOTHYHA BariTHoCTi

© pigvHa

AMHIOUEHTes



deTOCKONIA

 MeTopa Bi3yaZibHOro CocrepeXXeHHAa naoay B
NOPOXKHUHI MaTKn yepes enacTMYHU 30HA,
OCHaLLEeHMU ONTUYHOIO CUCTEMOIO.

* 3a gonomoroto ¢eTocKkona MmoXHO NOANBUTUCA
4YacTUHU naoay, cororpadysaT UOro, NPOBECTH
6ioncilo WKipu naoay Ta B3ATU Y HbOro KPoB i3 CyaUuH
NYNOBUHMWN.

* PU3UK CNPUUYUHUTU NOPYLUEHHA BAariTHOCTI BULLUMN,
HIXK Npu amHioueHTe3sI.



[ThaueHTOLEeHTe3

NMnaueHToyeHTes (6uoncus
nJslaleHTbl) — 3TO B3ATHE ANS
nuccnegoBaHusi NpPobbl YacTuL
NNaueHTbl, CoAep KaLmx KNeTkn nnoaa,
a 3HA4UT, 1 BECb €ro XPOMOCOMHO-
reHeTUYEeCKUN MaTepuarn.
[naueHToUeHTE3 aHanorn4yeH buoncum

XOPUOHA, T. K. NnaueHTa — 370 TO,
BO YTO CO BPEMEHEM Pa3BUBAETCH
XOPWOH, OAHAKOo rMpoBoauTcs B 6onee

no3gHue Cpoku — 12—-22 Hepenu
bepeMeHHOCTH.

AHann3 roToBUTCH HECKONbLKO AHEMN.
[naBHas 3agada nnaueHToueHTesa —
BbISIBNIEHNE XPOMOCOMHbIX U MEHHbIX
3aboneBaHu y nnoaa.

[loa KOHTPONEM yNbTPa3ByKOBOIO
NCCNefoBaHUs Bpad AENAET NpPOKOon
Urnou nepeaHein 6pIoWHON CTEHKU
XEHLMHBI 1 6epeT Kyco4yek nnaueHThbI
ONS fAanbHenWero UccneaoBaHus.

[TOCKONBKY nccnenoBaHWe NpoBOAAT

BO BTOPOM TpUMecTpe 6epeMeHHOCTH,
TO B Cfly4ae obHapyXeHUs naTtonormm
npepsiBaHne 6epeMeHHoOCTH bonee
TPaBMaTU4YHO, YEM PaHHUE CPOKW.
OCnoXxHeHaMKM MnaueHToLEeHTe3a
MOryT 6bITb OTCNOMKA MaUEeHTbl, yrpo3a
npepbIBaHUA 6epeMeHHOCTH,

HO BEPOSATHOCTb UX MUHUMASIbHA 19




MerTtop, 6ioncii XxopioHa

* NAa€E MOX/UBICTb AocnianTn bionoriyHi
3pa3Ku B | TpumecTpi BaritTHoOCTiI.

buoncusa xopnoHa AMHNOUEHTe3

|
3abop obpasua Datunk Y3U AMHUOTUYECKAN ¥ [Oarmauk Y3U
TKaHW XopuoHa | XMAKOCTL ¢ ]

Martka
. \_.',' N
Mnauexra ¢ “am Mnoa
Mnauexrta

Marka




HeiHBa3nBHI meToau

CKPUHIHIT MATEPUHCBKUX CUPOBATKOBUX (PAKTOPIB - «NOTPItiHWIA» TecT,
OCKiNbKU NpU KOro NposeaeHHi A0CNIAXKYETHCS BMICT Y KPOBI BAriTHOI TPbOX PeYOBUH:
- anNba-PeTonpoTeiHy,
- XOpPIOHIYHOro roHaaAoTPONIHY,

- HEKOH'HOrOBaHOro ecTpiony. e T e P
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Ynetpasgykose pocnigxeHHs (Y3[)




YNbTpa3ByKoOBe AOCAIAXEHHA
(exorpadisn)

* nposoanTbCcA Ha 14—20 TUXKHI BariTHOCTI.

* BM3HAYalOTb BeJIMYMHY NJ104AY, aHOMAJIUK
ro1I0BKU, XpebTa, KOHUIBOK, BaAu Pa3BUTKY
cepusA.

* HaAiuHi B AiarHocTuui Baa pa3sutky LUHC
(aHeHuedania, mikpouedanis,
CMMHHOMO3KOBIi BagMu).



YNbTpa3ByKoBe AOCAIAXKEHHSA
(exorpadin)

BROWN, JAYNE 232009 21 Oct05 TIb0.2 MI12
Il Royal Glamorgan Hosp C5-2 OB/OBS1 11:39:54 Fr #153 12.4cm

Map 3
170dB/C 4
Persist Off
2D Opt:HSCT
Fr Rate:Sury
SonoCT®
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[lpeHaTasbHe reHeTUYHe TeCTyBaHHA

HpeHaTaJlee réHETHYHE
TECTYBAHHA

3acTocyBaHH | BUCOKMI PU3HK TOTO, 110 TLTIZ
Ma€ XpPOMOCOMHY 1aToJ10riio abo reHoTHI,
KWW 3yMOBJIIOE PO3BUTOK BayKKO1 CITaJIKOBO]1
XBOPOOH.

Mexanizm 1 : 6101cis 30BHIIIHBO1 3aPOJAKOBO]
| obosoHKH, AKa oTouye 111 abo aHa/I3 HaABKO-
JIOTUTIAHUX BOJI.

MexaHisMm 2 : HelH8A3UBHA NPEeHAMAAbHA
diazHOCMUKA XPOMOCOMHUX NAMOA0211L NA00Y
| — Y KpOBi BariTHOI KIHKH MOKHA 3HAWTH

1 mosnekysm JIHK 11 maiibyrarsoil autuau (micsis
10 THKHS BariTHOCTI B3Ke MO’KHA 3aCTOCYBATH)
Meroau: JIHK -ananisy (mosimepasHa
nanmorosa peakuis (11JIP), cekBeHyBaHHS
reHomy)

IJIP (1983) — meroz 3/iiicHen s perunikaiiii (1no-2 uusa) cnenudiunoi auisuku JHK y npo6ipi,
3a 1 roAMHY MOKHA CHHTE3yBaTH MJIH Konii 1 (pparmenta JJTHK B npobipii.




[lepcnekTuBU reHoTepanii

Ha 2000 piKk 3aBeplieHa nporpama i3 BCTAHOB/IEHHA HYKNEOTUAHOI
nocniposHocti [AHK reHomy nwaguHn, AKa BU3Havyae byposy
reHeTUMHOro anaparty iHausigyma. MiXXHapogHuii npoekt "leHeTuKa
noanHn" cTapTyBaB
vy 1990 poui, a y 2000 poui KepiBHUK npoeKty ®. KonniHc cnosicTus, WO
po6oTa Haa NPOEKTOM 3aBepLUeHa.

Lia nporpama B OCHOBHOMY 6yna cnpamoBaHa He auwe Aana po3yMiHHA
poboTn reHeTMYHOro anaparty, a B nepuwy yYepry, ANA NOLWIYKY reHis,
NPOAYKTU AKX Mornn 6 6yt BMKOPUCTAHI Y ANiKyBaHHi Pi3HUX
3aXBOPIOBAHD.

BOoHa Hapa€e WaHC ANA CTBOPEHHA MeauuMHU, AKa 6a3yBatMmeTbCcA Ha
BUNpPaBNeHHiI aedekKrTiB, WO € B reHeTUYHOMY anapari.

MporHo3yerbca, WO BNPOAOBX OAHOro-ABOX AECATUANITbL reHoTepanif
32 AONOMOrol0 BaKLUWUH, CTBOPEHUX FeHHO-iHXXeHEePHMMU MeTOAaMMU,
NOKiHYUTL i3 TaKMmum HEeBUNIKOBHUMM XBopobamu, AK Aiaber,
6poHxianbHa acTma, pak, xBopoba Anburenmepa.



[lepcneKTuBu reHoTepanii




