npeHaTanbAl reHeTUKanbIK
3epTreynep

OpblHaaraH 2Kanosnosa H.



TyKbIMKyarnanmTbiH aypynapabl
anabliH-any XXaHe nabopartopnbli
AnarHoctTukanay asgicrepli

TyYKbIMKYyarnaunTblH NaTtosiorma Mmytauug
carimarbiMeH aHblKTanbiHagbl.
MyTauunanbliKk canMakTbliH 3apganTtapbl:

1. MeaunumnHanblK KEMeKKe XKofFapbl
TanFamabirbiK.

2. AypynapabiH eMIp Ccypy Y3aKTbIfbIHbIH
TemMeHaeyi.



 MeaonumHanbIK KOMeK KepceTyaiH
Heri3ri Typnepi:

1. Tya nanga 6onaTtblH akaynap KesiHae-
Dananapra XmpyprumanbliKk KOMeK.

2. XpoMmocoMAabl aypynap KesiHOe -
aNeyMeTTIK KeMeK KepcerTy.

3. 'eHgl aypynap Ke3iHOe —
MeOuLuHanblK emMmaey >KoHe
arieyMeTTIK KOMEK KepcCeTy.



TyYyKbIMKyananTbiH aypynapabl
anabiH-any (npodunakruka).
AngbiH-anyabiH 3 Typi 6ap:
1. Anfawkbl npodunakTmkKa —

Aypy 6anara >KyKTi bonbin KanMmaygbil
eckepTy (bana Tyyabl XKocnapray, MekeH
eTeTiH OopTaHbl >XaKkcapTy). banaHbl Tyyabl
>XXOcrnaphay Ke3iHOe Kenecinep ecenke

dliblHadbl:

- QuernioepoiH onmumariboi peripooyKmuami
Xxacbl (21-35 >xacKka OeUuiH).




-  TvKkbiMKyanaumbsiH Hemece mya 6imkeH
rnamorsio2usiFa Xxofapfbl >xaroaudafrbl Kayblr
Kamepoe, barnaHbl myyodaH bac mapmy.

- XakbiH mybICc apacbkIHOarbl HeKkesiecyoe,
basia myyodaH 6ac mapmy.

2. EKiHWI anabiH-any. — ¥pblK aypybiHbIH
>XXOfFaphbl bIKTUMarbl, Hemece aypyabl
npeHarTanb4l AuarHoctukanay XarfgambiHga
XKYKTIMIKTI TOKTATY >KOJIbIMEH XXy3ere
acblpblnagbl.




« 3. TYKbIMKYyanaunTbiH NaToONIOrMsAHbIH YLUIHLUI
anAabliH-any XoJsbl — Oy NaTtonorusanbIK
reHoTUNTepAiH KOepiHYiH KoppeKkuusanay.

- TyKbIMKyanamnTbliH aypynap HemMmece
TYKbIMKYyarnaHfa cemimaenreH aypynap KesiHge
KonaaHbinaabl.

TybinFaHHaH KeniHri emaey Hemece
KOoppeKuusanay ranakrosemMmumsi, peHUNKeToHypus,
LenmMakusa KesiHae KongaHbinagabl.

- AnabiH-anyabliH yWiHWI npyuHUuMniHoe — aypyabl
epTe AnarHocTukanay (OipHewe KyH iwiHae),
emMmaoeyaeri —anabliH-any aAiciH KongaHy oconbin
TaobiNnaabl.




 Meauko-reHeTUKasrnbIlK KeHec 6bepy — Oy
MeanumHanblK KOMEK KepceTyadiH, apHayrbl
MamMaHOgaHfFaH Typi, TYKbIMKyarnamnTbiH aypyabl
anablH-anyablH €H, Ken TaparnfaH Typi 6onbin
Taodbinagbl.

. MeOouko-reHeTukarnblKk KeHec bepy YLuUiH
KepceTyrep:

1 — >KaHysa0a TyYKbiMKyanamTbiH aypy OapbiH
KYOIKTeHY Hemece OernrineHreH oornca
(cnoHTaHabl abopTTap, 6anaHblH akbliJT-OMbIHbIH
KeMICTIri);

2 — KaHgac TybicTapablH Hekernecyi;

3 —TeparoreHaepaiH, acepi;

4 — XKYKTINMIKTIH >XXamMaH xanae oTyvi.




- 2. NHBa3uBTI emMmec agicTep — Kasipri
yvakbiTTa O0y3 Y3. Y[13-nep xeTinyaeri Tya

OiTKeH akaynapabl, YPbIKTbIH dyYHKLMOHANbAI

XXafFOaublH XXKOHe OHbIH, NMPOBU30PIbIK

MyLuernepiH (nnayeHTaHbl, KabOblKLLaHbl)

aHblKTayfFa MYMKIHAOIK Oepeai.

. YO3 —mep3iMmaepi: XKyKTinikTiH 10-13;
20-22; 30-32 anTanaps.bl.

« Y13 — Oy eneKkTeH oTKI3EeTIH XXoHe ganaern
aHbIKTAUTbIH aicC.



- 3. UHBa3uUBTI 4ICTEep - XXYKTIJIKTIH Kau
Ke3eHi bonca na aMmOpUOHHbIH, YPbIKTbIH

>KacylLuanapblH XXKaHe ynanapbiH any.

e - XOPUOH — >XBHe nnauyeHmobuoricusi —
XXYKTINIKTIH 7-AeH 16-anTacbiHOafbl XOPUOH
Kbl bIKTApbIH XXOHEe njaueHTaHbIH
KILUKEHTAWM KeceKTepiH any YyLuiH
KongaHagbl.

. Ynrinep HerisiHae TyYKbiMKyanaumTbiH
aypynapAabl gunarHoctuvkanayga
nadopaTtopuAnbIK 3epTTeyrep eTKi3ineai.



- AMHUOHUeHmo3 — byl aMHMOH KrneTKanapbl
>XOoHe YPbIK TypaTtbiH Xepaeri (15-wi -18-1wui
anTanapga >yprizeai). ¥pblK >XaHblHOaF bl
CYUBLIKTBIKTbI arny YLUiH YPbIK KarlwbifblH Tecy.

- KapdoueHmo3- 6yn KiHAOIKTeH KaH any (20-wbl
anTaga). Byn uMtoreHeTukanblK 3epTreyriep Xxacay
YWiH KaxeT. XpoMmocoMabIK aypynapabl, YPbIKIWINIK
nHdbekKumanapabl AnarHocrukKanay yuliH,
nnmdcdouuTTepal ecipeail.

* ¥pbIK yrninacbiHbIH 6uoricusicbl — ayblp
TYKbIMKyanamTbiH aypyhnapabl — (MXTUNOS3,
annaepmonus, [ruweHHa ANCcTpodUuscobl)
AvarHocTtukanay yuwiH (A4eHi cay agamgapaa —
ANCTPOMUH akKybli3 bGap, on apHaubl

aHTungeHernepmeH edHaeneni, an aypynapaa orl
aHblKTanbiHOangbl).



JlayH CHHAPOMBI

* JlayH CHHAPOMBI — €H >KH1 TapaJiFaH XpOMOCOM/IbI ITaroyiorus. On 21 xyn
XpOMOCOMaJa Tarbl O1p XpOMOCOMa apThIK Haija OoaraH Ke3/1e TY3UIC/I].
CoHIbIKTaH OyJ1 aypy/bl Tarkl ga 2 1-111 XxpoMocoMa TPUCOMMSCHI JICIT
ataipl. ChIPTKBI KEI0ETI TagKIara yKkcac 23 KyIl XpoMoCcoMazaa
KAHAKTAJIFaH KOHE 9P KYII €K1 XpOMOCcOMaJiad Typaasl. JlayH CHHAPOMBI
Ke31Hjae 21 — 1 kym 3 XxpoMocoMaaaH Typaabl. APTBIK XpOMOCOMA
anamjap/ia Oearun CUMIITOMIAP IAKbIPAABL: KaJIaK KeHCIPIK,
MOHTOJIOUATHI K63 CaHbLIAYbI, AKbLI — €CTIH apTTa KaJIybl )KOHE HH(PEKIIUAFA
KapcChl TYPY KaOUIETIHIH TOMEHICY1. byJl cuMnToMaap )KMBIHTBIFbI CHHAPOM
aen atanaael. CHHIPOM ajiFail 3epTreyre aarad aapirep J»xon JlayH areiMeH
aTayiajipl.



JlayH CHHAPOMBIHA dKeJIeTIH (paKkTOpJIap MeH
[HATOJIOrUsijIap:

* )KaKbIH TybBICTap apachIHIarbl HEKE.

* 18 KacTaH K1l SUeIIACPACT1 €pTe )KYKTLIIK

* AHaHBIH Kachl 35 KacTaH »KOFapkl 00Jica

*OKECIHIH Kachl 45 JKacTaH »Korapbl 001ca

* AHACHI J)KaFbIHAH allaChIHBIH >KaChI, Oajia TyFaH Ke3/IET1

* Ata — aHanap 21 — 111 XxpomMocoMa TPaHCIOKAIUSICHIHBIH
TaChIMaJIAAyIbICHI OOIBIN TAObLIAIbI



AKYKTIIK Ke3lHAerl reHeTUKAJIBIK AHOMAJIUAFA CKPUHUHT

e KaHHbIH OMOXMUANLIK aHaNU3i.

e BipiHLWI XXoHe eKiHLWIi TPpuMecTpae aHaCcbiHAaH OUOXUMUATNbIK
3epTTeyre KaH anbiHagbl. OHOa aHbIKTanagbl:

e AAaMHbIH XOPUOHADbIK I'OHaAOTpOnMHI oIl >KYKTI anen
nnaueTtacbiHaH 6eniHeTiH TOPMOH.

* XyTKinikneH accouumnpneHreH 6enok A (PAPP-A). byn benok
nnaweHTa apKbinbl XYKTINIKTIH anfallkel caTbiCbiHAa OeniHeai, on
aHanblK UMMYHUTETTIH 6anara Kkapcbl TypybIiH 6acagpbi.

* Boc acTpuon- anen agamablKk CTeEPOUATbI FOPMOH, NNavueHTaga
beniHeni

* Anbpa-detonpotenH (API)- ypbikTbiH Oayblpbl MEH ac KOpbITY
XyneciHae 6eniHeTiH 0enok, on aHacblHbIH UMMYHUTETIHEH KOPFaHy
YLUIH KaXeT.



* AMHHMOIIEHTE3. 3€PTTEYre YPhIK MaHbl CYHBIKTHIFbIH (AMHUOTHKAJIBIK CYMBIKTHIK)
any npoueccl. Y/[3 0akpliaybl apKblIbl apHAMBI HHEMEH 1IIKE TECY >Kacaiabl )KOHE
10-15 M1 CYHBIKTBIK ajbIHAJbI. byJ1 mporieypa HHBa3HUBT1 3€PTTEY 9A1CTEPIHIH
1II1HJIET1 €H Kay1IIcl3 Typi.

* KopaoueHnres — KiH/IIK KaHBIH TEKCEPY Mpoleaypachl. JKiHIIIKE HHE apKbLIbI
KYPCaK KyBICBIH/Ia HEMECE KAThIp MOMHBIHJIA TECY *kKacalaabl. Y/I3 OakbLiaybl
ApPKbUIbl MHEH1 KIHIK TaMbIPbIHA €HT13€/11 )KOHE 3€PTTEYTE 5 MJI KaH aJbIHAIbI.

* XOpHOH TAJIIBIKTAPbIHBIH OMONCUACKHI. [[TaneHTanan 3eprreyre TiH
TAIIIBIKTapbIH any. Kypcak KaObIpFacbIHAA TECY JKacalaabl ’KOHE OMOIICHSIIBIK HHE
APKBUIBI TEKCEPYTE YJIT1 alblHA/Ibl. ETep mopirep Tecyl kaTblp MOWHBI apKbLIbI
’KaCalThIH 00JICa, OHJIA *KIHIIIKE UUIMEII 30H]T KOJIaHbLUIaAbl. 3€pTTEYy HOTHXEIIEP]
7-10 xyHHEH COH, JaibIH OoJiagbl. TepeH 3epTTey YiIiH 2 — 4 anTa KaXKeT.



Hopecreaeri JlayH CHHAPOMBIHBIH KOPIHICTEPI MEH

CUMIITOMAAPBI
e Bana 6oMbl MeH canmarbl opTallagaH TOMEH.

e Kbicka 6ac

e YWiHWwi eHOEKTIH Oonybl

e XXenkeHiH xannak oonysbl

e )Xannak Oet

 Ke3 caHblnaybIHbIH, MOHIrONoUATbLI TYPI

 Hypnbl KabObIK weTiHAaeri gakrap « bpywdunbag agakrapbi»
 KbiCcKa XXannakKk MOUbIH.

* Ipi TiN. A9K - Kongapbl KbICKa

* KbiCcKa MypbIH. Kynak KkankKaHpapbl KilUKeHTaun

e XKXakTapbl KilWwkeHTau, Aybi3bl alWlbifbIn Typaabl



JABapAcC CUHOPOMDI

XPpOMOCOMAIBIK aypy, 18-XxpomocoMana TpUCOMUSIFA
OalIaHBICTHI KOHE KONTEICH OY3bLIyIapMeEH O1pre
KYpeal. DaBapAc CHHAPOMBI €pEKIIe (PEHOTHUIITIK
OcaruIepMeH cunarTanagbl (HoaIuxonepaausibK CYMEK,
MHUKpO(TaliMa, aypyablH JaMbIMaybl, MUKPOpEaTpUs
KoHE Oackalap.), TIpEK-KUMbLI alliapaTbIHbIH
aybITKYJAphl, )KXYPEK-KaH TaMbIPJIapbl, aC KOPBITY,
KBIHBIC KYMECI,






XpomocoMmHbIH X XY cunapomsl (Knaiadensrep cuaapmsl, 47, XXY') )KbIHBICTBIK
XPOMOCOMAaHBIH 3aKbIMIATYbIHBIH KJIWHUKAJIBIK YJTIC1 OOJIBII KeJIel

TyburFaH Ke3ne CHHAPOM KIMHUKANIBIK TYPFbIIaH OLTIHOCHL. AypyabIH
aJIFanIKbl AaUKbIH (I)GHTOTI/ITIK O€ITIC1 OHTOT€HE31H, IIpE- KOHE
myOepTaTThl Ke3eHaepinae oOumnuent. Ep 6amanapasix Obl opraiia
JKACTBIK KOPCETKIIITEH apThiK Ooanbl. CaibICTBIPMAIbI TYPFBIIAH KO-
asFBIHBIH Y3bIH OOJTYbI, MaWIbIH OMEITe TOH KEPICPIHIC IICKTCH THIC
Kol 00JIybl (EBHYX JCHE IMIIIIHI TOp13/1€C) ToH. EKIHIII peTTer1 )KbIHBIC
Oenrutepl ke OaiKanansl. Aypyra ToH KimanHpenbsrep Oenricl ataibik
OC31HIH JKOHE KBIHBIC MYIICCIHIH (THIIOTOHATNU3M, THIIOTCHUTAIIN3M )
TUMOTIasHsIChl. JKBIHBICTHIK JKETLTY Ke3eHIHae 50% HaykacTapia
TUHEKOMACTHsI OanKamazbl. TepeH eMec HHTEIICKTIH TOMEH/IEY1
OaMKaJIbIl, MEKTEITET1 YArepIMIHE 9cep eTel. Epecek HaykacTap
aJIKOrOJIM3MI'e, HADKOMaHHsFa, FOMOCCKCYaIII3MIe, ACOLHAIbIb]
MIHE3Ie, dCIpece Kynsemcrep Ke3inje, oerim kememl. Haykactapabig
69p1Hz[e ne oeaeynik OarKaaabl. €Il



[MaTay aypybl - 13-LLi XpOMOCOMaHbIH, (13 XpOMOCOMaHbIH
TPUCOMUU) KOCbIMLLIA KOLLUIPMECIH KaTbICybIMEH TybIHOAFaH
Xpomocomanblik 6y3binysl. [1atay (holoprosencephaly
MUKpouedranuamMeH,) XXYnKe XXYUECIHIH BipHeLlle KeMLinikTepa;
kamTuabl. CuHOpoMAbIK KYpbIfibiMbl, K63 (microphthalmia,
KaTtapakTta), Tipek-kumbln (polydactyly, KOAH epiH MeH TaHOanabIH
GeniHyi, KIHAIK rpbiXachbl), XXYPEK, HeCEN-XbIHbIC XXYNECI )XoHe
Tafbl Oacka ar3anapasbl

Cunapowm Ilaray




* AypyabiH benrinepi

* bananap ageTte MepaiMiHAE TyFaH, bipak canmarbl LUafbIH - LLaMaMEeH
2500 r.lMaTay cMHAPOMbIMEH TyFaH HepecTenep TeH kenbeT-TemeH
kenbey maHOaw, Tap Ke3, Xas3blk, 0aTblk MypbIH. [aTay cuHaopombl bap
Oananapfa et Xapblifbl, Kyl1afblHbIH «KOsiH epiH», TOMEH OpHanacybl
MeH gedoopmaumsi ToH. KynKe KXyMeciHiH, 6y3binybl, XKYblH XXapblK )XKoHe
MULLbIKTbI FTMNONnasnsacel, rmapouedanvakamtmabl. >Kui 6enrinepi Patau
CUHOPOMbI KEPEHAIK, Tya GiTkeH KaTtapakTa,kepy XXYUKECIHIH
rmnonnasuscol 6onbin Tabbinagbl. Tya OiTKEH Xypek akaynapbl bynpek
(I'IOJ'II/IKI/ICTO3 Tara OynpeKk), ac KOpbITY XKYMNECI (iLLEKTIH TONbIK anHany,
yWKbl 6€esi knctosa atay cnHapombl 6ap yrnaap KpunTopxmsm.Kbiaaap -
KNUTOP rMnepTpOgUst XKeHe XKbIHbICTbIK €PHI cnavikachl, XXaTblpAblH
eCerneHyi XxaHe KblHan, eki MyWi3ai XkaTblp, TIDEK-KUMbIN XXYUECIHIH Aamy
KEMICTIKTEpI, YPbIKTbIH KiIHAIK rpbiXka 0onyblH MeH cunattanagpl. [laray
CUHOPOMbI Hallap bormkaMblH TyfFbi3adbl: NauneHTTepPAIH 95% eMipiHiH
OipiHLWI XbINblHAA KanTbiC bonagbl. [lambiraH enaepae, 5 »bln OypbiH
15%-bl 10 )Xacka oewniH geniH emip cypeai.



TepHep cMHAPOMDI

* XpOMOCOMAHBIH X MOHOCOMUS CUHAPOMBI

* bip KBIHBICTBIK XpOMOCOMAHBIH TOJIBIK HEMECE 0OJIIrHIH 00JIMaybIMEH, aTaJlbIK
0€3/11H KaJIbINTACYBIHBIH KOHE JKBIHBICTBIK JKETLIYA1H OY3bLIYbIMEH,
aMeHOpesIMEH, OelleyiKIleH curarTaiagsl. Koy MeH ask OacTapblHbIH
nuMbaTUKaJIBIK 1CIT1, COHBIMEH KaTap MOMHBIHBIH apTKbl OCTIHAE «apThIK» TEPIHIH
0oiybl ToH. KeOiHe TybuIFaH1arbl A€HE MOJIIIEPEP] reCTalMsIIbIK JKaChlHAH
TeMeH 0oJiaabl HayKacThIH ocy XKoHe JaMy OapbIChIHIA TUCMOP(HUSIIBLIK Oenriaep
— KEH OpHAJIaCKaH >KOHE 1II1HE TAPThIJIFaH EMIIEKIICH KEH KEYJI€ KYBICHI
KaJblnTacaabl. MOMHBI KBICKA, HIAIIATAPBIH ©CY ChI3bIFbl TOMEH, INYHUACACH

MBIKKA Kapail >KYpeTIH KaHaT Topi3AecC Tepl KbIPTHICHI Naiiga 0onaabl. ChIPTKBI
’KBIHBIC MYIIIEJIEP1 KETIIMETeH, CYT 0€31 6CereH OOJIbII KEeIe/Il.



7.Emizy mexnukacoin yupemy. Emizy kezinoe oananvt Oypvic ycmauwi3, 0y eme
Manwvi30nt!

bana ywin ey mabueu mamax on ana cymi.Ana cymi 6anaza Kasxcemmi 0apivlk 3ammapea
KyHapiol bau. Emuex cymi 6ananvin Oypvic 6Cin-siceminyine Komekmecemin aca Manbl30ul
Kopexkmik 3am. Ana cabuoi emizep anoblHOA KONbLH JHCYbIN, eMULESIH JHCBLIbL CYMEH WAllbLH,
KYpaamuln ai2auvl x#ceH. bananvl emizin boneannan Keuin eMuleKmiy YulblH masza MaKkmamen
cypmy kepek. Emuiexkke KyHine eKi pem aya 6aHHACHIH HcacagaH JHcon. bananvt emizyee
bIHRAUbL OOIYbl YULIH AHA ASIRBIHBIH ACMbIHA AJIACA OPLIHOBIK KOUbLHN, MI3eCiHiK YCmiHe
masza JAHcep2eK IAHcaybln OMulPysbl MUIC.

5-6 aiiea Oetin banaea Kocvimuia mazamoap Kaxcem emec.An 5-6 atioa banaza Kocvimuia
masamoap bepy Kepexk ana cymi jxcemkinikmi oonca oa. 5-6 auoa 6ana opeanu3mMiniy
JHCYMBICBL KyUleledi, CO2aH OAUIAHbICMbL MAll, KOMIDCYLap KebipeK Kaxcem.op mypii
Jicemicmepoen Jicacanean wslpvliHoap, niopeiep bepyze bonaowl. Lllvipvinoapost banaza 3
auoan bacman KyHiHe 2 pem watl KacvleblMeH bepyee 601a0bl, Kelin Oipminoen CmakaHHblH
4 men Oipine scemxizyee 6onaovl. [Lvipvinoapovl cMOpOOUH, MAHKYPAUOAH, Ca0I30eH JicoHe
JHCAHA NICKEH KanycmaoaH Hcacayza 0601aobwl.



CabunpiH 6acbl MeH geHeci TiK, 6ip Xa3blKTa YCTaHbI3.

CobunpiH 6eTiH aHaCbIHbIH KeyaeciHe KapaTbin, MyPHbl eMLeK YW bIHbIH AeHreniHae 6ony
Kepek.

CabunpiH aeHeci aHacbIHbIH AeHeciHe TyMicTipinyni 6ony Kepek (iwi aHaCbIHbIH iLUEeTiH
Tyncyi).

AHacbl TeK MOMHbI MEH UbIFbIH FaHa eMmec, cabuaiH OyKin geHeciH ycTan oTbipagbl.

CabuaiH epHiHE eMLUEKTIH YLUbIH TUri3iHi3.
CoabunaiH ay3blH 6apblHLIA allKaHbIH KYTiHi3.

EMLuekTi Te3 cebunaiH ay3biHa anapbiHbI3.

CabuaiH HeriH eMLLEKKe TUin Typaabl.
CoabunaiH aysbl 6apblHLIA aLUbIK.
AcCTaHfbl epiHi CbIPTKa LUbIFbIHKbI OONaab!.

EmMLuekTiH 6acbiM Beniri acTblHaH EMEC, YCTIHE Kepinin TYpy Kepek.




