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CKPUHWHI Ha FeHeTUYEeCKMe HapYLLEHNA N BPOXKAEHHble AedeKTbl

California Prenatal Screening (PNS) Program (KanudopHuiickasa nporpamma A0p0A0BOro CKPUHUHIA)
(www.cdph.ca.gov/PNS) geicTeyeT Bo Bcem wTaTe. Bpauu, Beaylme 6epeMeHHOCTb, NpeanaratoT ee Bcem 6epemeHHbIM
YKeHWMHaM. lopoA0BbIi CKPUHUHT — 3TO aHa/M3 KPOBM BEPEMEHHON KEHLMHbI Ha ONPEeAENEeHHbIe TeHETUYECKME
HapYLEHWUA 1 BPOKAEHHbIe AedeKTbl ee Byaywiero pebeHKa. ECM CKpUHUHT NOKa3biBaeT, YTo Naog ¢ 60/bluoit
BEPOATHOCTbIO UMEET OZMH W3 3TUX BPOXKAEHHbIX AEDEKTOB, KEHLMHE NPEANAraloT FEHETUYECKYIO KOHCYNbTaLMIO 1
HeobxoanMble 06CNeA0BaHMA B YTBEPKAEHHbIX LUTATOM LIEHTPaX A0POA0BOI AnarHocTuku (Prenatal Diagnosis Centers).
Mporpamma Medi-Cal 1 YacTHble CTPaxOBKM LONKHbI MOJHOCTLIO MOKPbIBATb BCE PAcXoAbl Ha 06CNyKMBaHME NO
nporpamme. PefKune UCKAOYEeHUA — 3TO PabOoTHMKK, Yelt paboTogaTeib NpeanaraeT CBO COBCTBEHHYIO CTPaX0BKY, MK
N0, CTPAXoBOM NNaH KOTOPbIX AENCTBYET BHE LWTaTa. Bbl CaMu pellaeTe, XOTUTe Bbl MPOBECTU CKPUHMHT UM HET.

Bbl cCaMu pellaeTe, XOTUTE /I Bbl BOCMO/1b30BATbCA 3TOM HEKOMMEPYECKOW NPOrpaMmMoN LWTaTa.

YTo TaKoe reHeTUYEeCKUe HapyLleHUa U BPOXKAEeHHble aedeKTbl?

FeHeTUYECKME HAPYLLEHWUA U BPOXKAEHHbIE AedeKTbl BAMAIOT Ha 340p0BbE M Pa3BuTMe Naoga. MHOrAa OHM BO3HUKAIOT
CNly4altHo, @ MHOTAA NepesatoTca No HacneacTsy. MpuynHa cHApPOoMa [layHa U APYTvX reHETUYECKMX HapyLIEHW,
BKJ/IIOYEHHBIX B MPOrpaMmy LOPOLOBOro CKpUHMHTA (nporpamma PNS), — 3T0 ZONONHWUTENbHASA WM OTCYTCTBYHOLLASA
XPOMOCOMa. XpOMOCOMbI PErynpyHoT pa3sutue pebeHka. OHM ecTb B KaXKA0M KNeTKe OpraHu3ma.

B nporpammy PNS BK/IOUEHbI Cneayowme reHeTUUecKme HapyLueHUa U BPOXKAeHHbIe aedeKTbl:

Tun Ha3BaHue OnucaHue

YMCTBEHHasA OTCTaN0CTb PAa3HOW CTENEHM, OT NETKOMN A0 TAXKENON.
MozKeT BbI3BaTb Cepbe3Hble, HO NOAAAI0LLMECA NEeYEHUID
AyTOCOMHbIE (cuHapom flaywa) 3ab0/1eBaHMsA, HaNPUMeEp, MOPOKK cepAaLa.

TpUCoOMMM

Tpucomuma no xpomocome 21

Tpucomusa no xpomocome 18  Taxenas yMCTBEHHAA OTCTANOCTb U Cepbe3Hble Npobaembl
Tpucomus no xpomocome 13 CO 340POBLEM.

BposkaeHHbIN Bbi3bIBAOT HapyLLIEHWA Pa3BUTUA FOIOBHOMO U CMIMHHOTO MO3ra.

NedeKTbl HEPBHOWM TPYOKM

nedekt Mpumepbl: aHauedanus v spina bifida (pacuienneHne No3BOHOYHMKA).
Jlerkas 3agepkKka pasBuTuA, NOHUKEHHaA 00y4aemoCTb, HU3KWI POCT,
X0 (cuapom Teprepa) becnnogme n nopoku cepaLa.
Yncno X-u Y- XXY (cuHapom Y pa3HbIX At04e CMMNTOMbI Pa3/iMyHbIl. Y HEKOTOPBIX Nt04eN
XpPOMOCOM KnaindenbTepa) npoTekaeT 6eCcCUMNTOMHO. Y ApYrux BO3MOXKHbI 3a4€PKKN Pa3BUTHA U
XYY NOHMKeHHaA 0by4yaemocTb. BoNbHbIE XOPOLIO OTBEYAIOT HA paHHee

BMELLATeNbCTBO, HaNPUMep Ha PeyeByto Tepanuio.

Tpucomua no xpomocome X

HeKkoTopble reHeTUYECKME HapyLUEeHUA MOryT BAUATb Ha 6epemMeHHOCTb
Y 6epeMeHHbIX pebeHKoMm ¢ Tpucomueit no xpomocome 18 nam 13 nan cuHapomom TepHepa YacTo CAYHatoTCA BbIKMAbILN.

MpoBepuTb 3a0poBbe pebeHKa [0 poXKAeHUs

Bbl camu peluaeTte, NPOBOAMUTL M LOPOAOBbINA CKPUHMHT. ECAM Bbl peLLnTE NPOBECTU AOPOAOBbINA CKPUHMHT, BAaC NONPOCAT
CAaTb OAMH UK ABa 06pa3La KpoBu. KaxKabli U3 HUX UCMOb3YETCA A/1A CKPUHUHIA. EC/IM pe3ynbTaTbl YKaXKyT Ha
NOBbILIEHHYI0 BEPOATHOCTb ONpeseleHHbIX TeHETUYECKUX HAapYLIEHWUI 1 BPOXKAEHHbIX AedeKTOB, TO Bpay 06CYANT C Bamu
fanbHenwWwme Wwarn. Bol pelunTe, XoTUTe M Bbl 06PATUTHCA B FTEHETUYECKYHO KOHCYIbTALMIO, NPOBECTU YbTPA3BYKOBOE
nccneaoBaHMe UAK Apyrue AMarHocTMYeckue obcne0BaHus.

Yem oTiMuaeTca A0POAO0BbIA CKPUHUHT OT AMAarHOCTUYECKUX 06cneaoBaHunii?

[lopoA0BbIV CKPUHUHT BCETO NMLLIb OLLEHUBAET BEPOATHOCTb HEKOTOPbIX FEHETUYECKMUX HAPYLIEHWIA U BPOXKAEHHbIX
nedekToB. M0N10KUTENbHbIN PE3YbTAT CKPMHUHIA YKA3bIBAET Ha BbICOKYIO BEPOATHOCTb HapyLeHUs unu aedekta, Ho
TOYHDI OTBET AAIOT TO/IbKO AMArHOCTUYECKMe 06cnei0BaHMA.
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https://www.cdph.ca.gov/Programs/CFH/DGDS/Pages/pns/default.aspx

Yero xaatb ot KaandpopHuitckon
nporpammbi 4OPOAO0BOro CKPMHUHIA?

OBCYXAEHUE. Bpau, Beaywwiuii bepemeHHOCTb, NPEeANOXKNUT BAM NPOITU AOPOAOBLINA CKPUHMHT N0 3TON Nporpamme.
CornawaTtbCA OT Bac He TpebyeTca, HO AOPOA0BbIN CKPUHUHT MOMOXKET BaM y3HaTb, NOBbILeHa n y Byayuiero pebeHka
BEPOATHOCTb ONPeAENeHHbIX FEHETUYECKMUX HAPYLLUEHWIA U BPOXKAEHHbIX AEPEKTOB.

Crpaxosku no nporpamme Medi-Cal 1 yacTHble MeAMLMHCKME CTPaXOBKM (33 peaKknum
UCKNIOYEHNEM) NOKPbIBAKOT aHann3bl No KanndopHWItCKoi nporpamme 0pOA0BOr0O CKPUHMHTA.
CToMMOCTb CKpUHMHra $344 1 $85 (no cocToaHmIo Ha nionb 2024 T.).

COINTACHUE. Ecnu Bbl 3aX0TUTE NPOMTM LOPOLOBbIVA CKPUHUHT, BPaY, KOTOPbIV BeLeT bepeMeHHOCTb, MONPOCUT Bac
noanucatb Age GOpMbl COFIACKA, NO OAHOM Ha KaXk bl U3 ABYX TUNOB CKPUHMHTA (BHeKneTouHaa AHK v anbda-
deTonpoTenH B CbIBOPOTKE MaTepu). [lBe GOpMbl COrNacuA HYKHbl, TOTOMY YTO CKPUHWUHT NPOBOAMTCA NO ABYM Pa3HbIM
nokasatenam. Ecin Bbl He XOTUTE NPOXOAUTL JOPOAOBbINA CKPUHMHT, BAM HYXXHO NoAnncaTb GOpmMbl OTKa3a.

CKPUHMHT. Bpay, Beayuinit bepeMeHHOCTb, CKaXKeT Bam, Kyaa 06paTuTbes, YToObl y Bac B3AM KPOBb Ha aHanu3. 310
MOXeT ObITb 1abopaTopma uan KabuHeT Balero Bpaya. 1A Kaxk4oro aHannsa meacectpa 6epert U3 pyku HEMHOIO KpoBU U
oTnpasnset ee B nabopatoputo.

OTBET. CoTpyAHMK Bpaya, BeayLLero 6epemMeHHOCTb, COOOLLMT BaM pe3yabTaTbl aHaAM3a Ha BHeKAeTouHyto AHK 1 Ha
anbda-GeTonpoTENH CbIBOPOTKM MATEPUHCKONM KPOBMY.

NOCNEAYIOWME OBCNEAOBAHUA. Ecv pe3ynbTaTbl CKPUHUHIA MOKA3bIBAKOT MOBbILLEHHYHO BEPOATHOCTb OAHOIO U3
FEeHeTUYECKMX HaPYLUEHWI UK BPOXKAEHHbIX AedEeKTOB N10Aa, 3TO He BCErAa 3HAUUT, YTO 3TOT AedeKT AeNCTBUTENbHO
ecTb. B nogobHom cnyyae nporpamma PNS npeanonaraet gansbHenwee obcnegoBaHve B yTBEPKAEHHOM WITAaTOM LEHTpe
[0POL0BOMN ANArHOCTMKK. BHayane Bbl NPOXOAWTE FEHETUYECKYIO KOHCYbTALMIO, TAe BaM NPeA/I0KaT YAbTPa3ByKoBoOe
obcnepoBaHve nnoga. 3aTem Bbl pelaeTe, XOTUTE I NPOMTU AnarHocTuyeckoe obcnefoBaHne Ha reHeTUYeckune
HapYLWeHWA 1 BPOXKAEHHbIE fedeKTbI.

JlanbHeliwme 06cneA0BaHNA BKAKOYAIOT: - o . ™
o [eHeTUYECKOE KOHCYNbTUPOBAHME. pume6qa|-me. pad, KOTOpbIX
e YNbTpa3ByKOBOE MCCAEeA0BaHMe. Eig e e Sttty

e [InarHoCTMYeCcKMe aHaNM3bl BOPCUHOK XOPUOHA UM OKOMIONNOAHbIX BOA, MOXeT 0becyauTb C BamMu .
HeobXxo4MMOCTb A0POA0BOIA
Ecnm popon0BbIvi CKPMHUHT NPOBOAMUTCA NO ANArHOCTUKKU BMECTO
nporpamme PNS, To ganbHelwWwan gnarHocTuka CKPUHMHra. Bbl 1 camum moxkeTe
npoBoAuTCca becnnaTtHo. CMPOCUTb, COBETYET /I OH

[OPOJOBYIO AUArHOCTUKY.
Onpoc o cekcyasbHOW OPUEHTALUU U TEHAEPHON UAEHTUYHOCTU
Mporpamma PNS — 310 nporpamma wwTata. LLitat Tpebyet ot nporpammbl
CRPALMBATb XKeNaoLWMX et BOCNOAb30BaTbCA 00 MX CEKCYaNbHOM OpUEHTALMM
U reH4epHOM MAEHTUYHOCTU. ITU AaHHbIE MOXHO BBECTM Ha CTPaHMLLe
Onpoca 0 ceKkcyanbHON OPUEHTAUMN U reHAepHON naeHTuyHoctu (SOGI)
(https://forms.office.com/g/LRUWGVE7Xx). 3anonHatb popmy SOGI Bbl He
06s3aHbl. EC/1M Bbl TaKM pewwmnTe coobLWmMTb TaKoro poaa CBeAEHUA, OHU HUKAK He
OyAyT CBA3aHbI HX C BaMM, HU C pe3yibTaTaMMu CKPUHMHTA.

[DopopoBblii CKPUHUHT — BpoLopa ANA NALUEHTOB

Y106b1 NPOYMTaTL NOHYHO HPOLLIOPY O AOPOAOBOM CKPUHMHTE, NOCMOTPETL BUAEO UM
6onbLe y3Hatb 0 KanndopHMiickoin nporpamme A0pPOA0BOr0 CKPUHUHTA, MOCETUTE
Cait ANa NaUMeHToB 0 A0POA0BOM CKpuHMHTe (go.cdph.ca.gov/MyScreening).
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https://forms.office.com/g/LRUWGVE7Xx
https://www.cdph.ca.gov/Programs/CFH/DGDS/Pages/pns/patientinformation.aspx
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