YkasaHue
OT Hac unu OT nopgartenad Ha np06aTa.

3a Tasn uen e HyXHO Aa nocouuTe
TeneOoHeH HOMep U aapec 3a KOHTaKT
npes MbpBUTE AHM Cref paxaaHeTo. AKo
pesynTaTuTe He ca eAHO3HAYHM NO ApyrH
npuynHK, nabopatopusTa 3a CKPUHUHT
e Bwu n3npatu nokaHa — NMCMEHO Uu
ypes nogatens Ha npobata — fa ce ABuUTe
MOBTOPHO. Pe3ynTarbT 0T CnyxoBus
CKPWUHWHT € Hamnuue HenocpencTBEeHO
cred NpoOBeXAaHeTo My U we Bu 6bae
CbOOLLEH U 3anucaH B XbNTUS 30paBeH
KapToH. WHdopmauma 3a 3gpasHu
3aBefieHNsl, NPOBEXAALLW KOHTPOMHW Nperneaw, e NomyyuTe 3aeaHo
c pesyntatute. Pesyntatute we 6baat npeaageHn Ypes kapToHa 3a
CKPUHUT Ha LIeHTbpa 3@ CKPUHWHI, KbAETO HEODXoAMMUTE MEpKU Lie
ObaaT KoOpAVMHMPAHWN N KOHTPONMUPaHH.

3abonsBaHus HaBpe-

Ha nocneguuuTe ot

6onectTa. B noBeyeto
cny4au He3a6aBHOTO

3ano4BaHe Ha neyeHue
no3BofisiBa Ha 3a6onAnoTo

fAeTe Aa ce pa3BuBa
HOPMasHo.

BaxHu npeanoctaBku

® YyacTueTo B MperneanTe OT CKPWHWHIA 3a HOBOPOAEHM e
£06poBonHO. B3emMaHeTo Ha peLueHre 3a UnK NPOTUB CKPUHMHTA
3a HOBOPO-AeHM Ou TpabBano Aa ctaHe Ha GasaTa Ha conuaHa
nHdopmaums. Baweto cbrmacue 3a yyactue B npernegute ce
OTHacs camo Crome-HaTuTe Lienesu 3abonsBaHms.

©® Baetn ca Mepku 1 3a 3aluMTaTa Ha IMYHUTE JaHHU: Pe3ynTaTuTe oT
nperneanuTe eCcTECTBEHO Ca 3alLMTEHW OT nekapckata TaiHa W He
morar fja ce npeAasar Ha TpeTu nuua be3 Bawero cvrnacue. Bue
CTe B NPaBOTO CY fa oTTernure Balueto cbrnacve no BCsKO BpeMe.

©® PasHockuTe 3a KpbBHUTE NPOOM 1 CRYXOBHMS CKPUHMHT Ce Noemat oT
AbpXaBHUTE 3apaBHU kacu. [py nauMeHTUTE C YacTHa 3acTpaxoBka
pas-HOCKM1Te B MOBEYETO CMyyam Cbluo 6uBaT noemaHm — nogpobHa
WHGOpMaLMs e MonyynTe OT CbOTBETHUTE 3acTPaxoBaTerHu
OpraHu3auuy unu cnyxou 3a coumarnHo nognomaraHe.

AKO UMaTe OLLie BbMNPOCH MO TEMATa CKPUHUHT 38 HOBOPOJEHU, MOXETE
na ce obbpHeTe KbM Balleto poaunHo sasefeHue, aeTckus Bu nekap
UMK akylepka. BUHarm cbluecTByBa Bb3MOXHOCTTE fa 0BCcbauTe
BalunTte BbNpocK ¢ nekapute.

EKMNBT Ha CKPUHMHTUTE 32 HOBOPOZEHM Kenae Ha Bac u Baweto
AeTe BCUYKO A06po 3a B 6baelye.

He npu Bcuyku cnomeHatu

MEHHOTO nevYeHne Boau Ao
HanbJIHO NpefoTBpaTsABaHe
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N3cnensaHu Npu CKPUHUHIA 3@ HOBOPOLEHM
3abongBaHug

AnpeHoreHuUTaneH CMHAPOM
XopmoHarHo yBpexaaHe nopaau
AedeKT Ha Kopata Ha Hafbbbpey-Hata
Xnesa: BUPUIIU3bM NpU MOMUYeTaTa,
Bb3MOXHa CMBbPT NPU KPU3M CbC 3aryba
Ha con. JleyeHue ¢ XOpMOHM (YecToTa:
okono 1/10.000 HoBopoaeHH).

Oeduumnt Ha GUoTMHMaa3a
HapyLIJeHI/IR Ha 0OMsAHaTa Ha BUTaMUHa
GUOTUH: M3MEHEHMS Ha Koxata,
HapyLUEHNS Ha Cryxa 1 3peHKeTo,
HapyLUeHUa B NCUXUYECKOTO U
[BUraTeNnHo passutue. Ilevenue ¢
BroTuH (4ecTota: okono 1/80.000

W3oBanepuaHoBa aungemus

[lechekT B pasrpaxaaHeTo Ha aMUHOKIACE-TIMHIA:
MeTabonHy Kpuan, koMa, NCUXMYecka MHBaMMAHOCT.
JleyeHue CbC Criewanta auera (Yectota: okono
1/50.000 HoBO-poeHN).
MCAD-/LCHAD-/VLCAD-flecbektn
[NlechexTvt npu SOGMBAHETO Ha EHEPrUsi OT MacTHUTE
KMCENUHI: METaBOMHI KPU3K, KoMa, MYCKyIHa v
Cbp/ieYHa HEA0CTa-TbYHOCT, Bb3MOXHA CMBT.
TNeyenue upe3 nabsrsate Ha hasn Ha rmap,
©BEHTYanHo crieuyanHa auera (Yectora: okono
1/10.000 (MCAD-D) go 1/80.000 HoBopopeH#).

MykoBucumpgosa (Liuctuuna pmbposa)
HacneacteeHa 60]1601’, HapyLleHve Ha obmsaHaTa

HOBOPOAEHM).

Ha COMK B XNe3MCTUTE KNeTkn, 06pasysaHe Ha rbeT
Hedekr Ha obMsAHaTa Ha CEKPET B AuXaTenHuTe NbTULA U Apyru Opranu,
KapHUTWH NPUAPYXEHO OT TpaitHo BbananeHue. B saBucumoct

Dedekt B 06MsiHaTaA Ha MacTHU
KMCENMMHM: MeTabOomMHN KpU3u, Koma,
Bb3MOXHA CMbPT. Jle4eHue Cbe
cneuyanHa auera (Yectota: okomno
1/100.000 HoBopoaeHH).
lanakrocemus

HapyLueHa o6MsHa Ha MredHa 3axap:
ocnens-BaHe, ncuxuyecka n cpmawecxa
MHBaNMA-HOCT, YepHoapoBHa
HEOCTATBYHOCT, Bb3MOXHA CMBPT.
JleyeHue CbC cneumanHa gueta
(yectora: okono 1/40.000 HoBOPOAEHM).
Inyraposa aunams tun |

[lechekT B pasrpaxaaHeTo Ha
AMUHOKMCENN-HU: METaBbOoNHM Kpuau,
TPaitHI [BUraTENHM HAPYLUEHUS.
TNeyerue CbC creLmanta ave-Ta
(yectota: okono 1/80.000 HoBOpOAEHM).
Xunotueposa

BpopeHa HefocTaTbyHOCT Ha
LLMTOBMAHATA XNesa: TeXKN CMYLLEeHUs B
NCUXN4ECKOTO 1 CbM:iI/I‘-IeCKOTO passutune.
TNeyeHne ¢ XOPMOHY (4ecToTa: OKoNo
1/4.000 HoBOpOZEHM).

OT reHeTiKaTa pasnuyHo Texku opmu. 3acerHatute
ca C Terno noj Hopmata 1 4YecTo He pactar

no6pe. HapylweHa dyHkuns Ha 6enusi opob u
3aficTOMalLHaTa Xnesa. [leyeHue Ype3 xpaHuTenHa
Tepanus, unoTepania u MeaukameHTi (Hectota
okono 1/3.300 HoBopoaeHH).

®enunketonypus (PKU) u 6onect Ha
ypvHarta kato kneHos cupon (MSUD)
[JledekTnt B aMUHOKMCENMHHNS MeTabonu-3bM:
TbPYOBY MPUCTBNM, TEXKO HAPYLUEHUE HA
MCUXUYECKOTO 1 (hM3N4ecKo passuTue. JleyeHne
4pes cneumanHa Aveta (Yectota: okono 1/10.000
(PKU) cboteTHo 1/200.000 HosoposeHu (MSUD)).
CnyxoBu yBpexgaHus

Hali-4yecToTo ceTvBHO yBpEXaaHe B AeT-Cka
Bb3paCT, Pa3Ho0Gpa3Hu NPU4MHK, OT4acTH B
KoMBMHaLWMS ¢ Apyri 3a60-NsBaHNs (CbpaeyHH,
ObOpeYHI, 3pUTenHM HapyLeHnst). PaHHuTe
AMArHoCTUKa 1 NeYeHue ca NpeanocTaBku 3a
ONTUMAsTHO €3UKOBO W MCUXUYECKO Pa3BUTHE.
KbCHOTO OTKpUBaHE BOAW 40 TPAVHM LLETH.
TNeyeHue Hanp. paHHo nognomaraxe, HabaesiHe Ha
CIyX0BU anapary v BeHTYasHO KOXNMEB UMNMaHTaT
(4ectota okono 1-3/1.000 HoBopoAeHM).

Cryx0BU YBPEXAaHUS MOXe [a Ce MOSIBAT 1 NO-KbCHO B NpoLieca Ha pa3BuTme Ha
AETETO, NOPajy KOETO e BaXHO, JaXke W NPW HOPManHK pesynTaTi, poauTenuTe
HenpeKbCHAaTO Aa CreAsT Aan AeTeTo YyBa Aobpe
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LOparu pogutenu,

paxpaaHeTo Ha feTeTo Bu npeacTon HemocpeaCTBEHO UMK TOKY-LLO Ce
e cbeTosno. XenaeTe To Aa pacte 3apaso. Hacroswara 6powypa Bu
MHopMMpa 3a NPOUNAKTUYHUTE NPErnean OT CEepusiTa CKPUHWHIMM
3a HOBOPOZEHM, NPOBEXAALLM CE HSKOMKO [HW CMef PaxaaHeTo Ha
peteto Bu. MpoBepkarta Ha cryxa e BaxHa, Tbil kaTo Npy yBpexaaHe
Ha cnyxa ce cTura Jo 3abaBsiHe Unu JopuW MbIIHA NUNca Ha e3MKOBO
pasBuUTHe.

3auo ce npegnpuemat NnpodMnakTUYHUTE Npernegu?

[NoBeyeTo fleua ce paxpaar 3hpaBu — HO MMa W M3KMoYeHns. 3apaBeTo
Ha npubnnantenHo egHo Ha 1000 HOBOPOAEHM € 3aCTPALUEHO OT PeaKM
BPO-AEHN HapylleHns Ha obMsiHaTa Ha BeluecTBaTa WK Ha OpraHHM
(yHKUMM (Hanp. yBpexaaHe Ha Cryxa), KOUTO He Ce pa3no3HaBaT no
BbHLIHM cumnToMW. Mpu MHOrO OT Te3n 3abonsiBaHMs LUaHCOBETE
3a NpefoTBpa-TABAHE Ha CMBPT UMM TpalHW yBpexXadaHWs ca fobpu
npu ycrioBue, Ye ce 3anoyHe NEeYeHNe Bb3MOXHO Hal-CKopo crep
paxpaaHeTo. ToBa e 1 NpuyMHaTa 3a Tean 3abonsBaHus 4a ce NpoBexaa
3aKOHOBO pernamMeH-TupaHa cepusi OT Nperneau, KbM KOUTO Ce YMCTST
1 CKPUHWHIUTE 32 HOBOPOLEHN.

C yyactueto cv Bue nonarate rpuxa 3a 3gpaseTo Ha Baweto
pere.

Kou ca uscnegBaHuTe 3abonsiBaHua?

Ot noseye o7 30 rognHn B [epmMaHus ce NPOBEXAAT CKPUHUHMN 3a
HoBopogeHn. pu TAX yCMelHO Ce AMarHocTMuMpaT BpoAeHaTa
XWNOTMEpO3a, aApeHOreHUTanHWA  CUHAPOM, Hepjoc-TUra  Ha
6uoTuHupasa, ranaktocemusita W eHunketorypusTa (PKU).
Mpes  nocneaHuTe roguHW Te3n npernegn 6sxa 3HAYNTENHO
YCbBbPLLUEHCTBaHM, 0OXBaLaiKM 1 [PYrA NEYNMU HapyLLeHUs Ha
obmsiHaTa Ha BenTbuYMHM M Ma3HUHW 1 YBpEXaaHus Ha cnyxa. Yact
oT 3abonsBaHMsATa Ca HacneacTBEHW, MOPajN KOETO CKPUHWHIMTE
u3crnensar reHeTUYHN (HacneacTBeHn) 6enesan (reHeTUYEH CKPUHWHT).
Ot 2016 roguHa ce NnpoBepsiBa v 3a MyKoBUCLMA03a/UuucTuyHa hnbposa
(CF), npm koeTo ce npunarat 1 (npu okono 1 Ha 1000 HoBopozeHw)
aHamuau Ha reHetudeH matepwan. Otgennute 3abonsBavus ca
OnMCaHW Ha credpallara cTpaHuua.

KakBo o3HayaBat pesyntatute?

PesynTaTute OT CKPUHUHIOBMTE W3CMEBaHUS He ca PaBHO3HAYHM
C MeJuMuMHCKa [1arHo3a, a nokaHata 3a NOBTOPEH Mpermes olle He
03Ha4aBa, Ye [1eTeTo e GONHO. MoHsKOra KONMYECTBOTO B3ETa KPbB He
CTUra 3a BCUMKM TECTOBE, HSIKOW MbT NpobaTa e B3eTa npekareHo paHo,
3a la MOXe HafieXAHO 1A NOKpUe BCUYKM Bb3MOXHM 3aBonsBaHusi, unm
MbK PE3ynTaTuTe HE Ca eAHO3HaYHM U TpsibBa 1a Ce KOHTporvpar. [lopu
W B peaKkuTe Cryyau, Korato pesynTaTtiTe OT W3creaBaHusiTa codar
HanuuueTo Ha 3abonsiBaHe, AMarHo3ara He e OKOHYaTernHa, a Tpsoea
MbPBO Aa CE U3SICHU Ype3 AOMbIHUTENHU MEOVULMHCKA U3CTenBaHUS.

B cnyvaif, ye cTe NokaHeHU Ha MOBTOPEH NMperned OT nopeauuata
CKPUHWHIM 3a HOBOpoaeHu, Bu monum pga pearumpate 6bp30.
LleHTpoBeTe 3a gMarHOCTMKa W NeyeHue NpesocTaBaT 3a Tasu Len
YyacoBe 3a nperneam B KpaTku cpokose. B uHTepec Ha BaweTo gete e
6bp30TO M3sCHABaHe Ha cUTyauusTa. HebnaronpustHute pesynTatu
OT CNYXOBUS CKPUHWHT HE BUHAry 03Ha4yaear, Ye aeTeto Bu uysa 3ne,
a no-cKopo, Ye Pe3ynTaTuTe OT TO3U CKPUHUHT TpsibBa Aa ce NPOoBEPSIT.
MbpBOTO KOHTPONHO M3MEpPBaHe e HeobXxoaMMo fa ce npoBede no
Bb3MOXHOCT OLUE B POAWIHOTO 3aBefeHue. AQpecu 3a ambynaHTHU
KOHTPOMHM Mpernean MnW Ha CneuuanuavupaHyn KIuMHWKU MOXETE
[a NonyyuTe B LiEHTbPa 3a CKPUHUHL. B cnyvaii, ye pesynTtartute ot
CKPWHWHra 3a UMcTUYHa ubposa OyasT cbMHeHue, AeTeTo Tpsibea
[a ce 3aBefie B CreLmanuanpaH LeHTbp 3a MyKOBMUCLMA03a, ThbiA KaTo
npy €4HO OT 5 Jela C Takusa pesynTaTu ce kacae 3a AeUCTBUTENHO
3abonsaeaHe. Tam ce npoBexda Taka HapeyYeHuaT “noTeH TecT”
3a JuarHoctuumMpaHe Ha 3abonseaHeto. Tosu TecT e 6esonace,
Ge3bonesHeH n pesynTtatuTe ce nonyyasaT 6bp30. BbamoxHo e ga ce
Hanoxar 1 JOMb/IHUTENHU U3CNeaBaHus.

N3neunmu nu ca 3abonsaBaHuaTa?

Bcuuku cnomeHaTn 3abonsiBaHus ca BPOAEHW U Mopagu ToBa
Heusneynmu. 3a BCUYKM w3cneasaHu 3abonsBavus uma obade
Tepanuu, nomaraiyy fa ce NpeaoTBpaTAT Unu obrnekyaT HeraTueBHUTE
Bb3AECTBMS UMK Aa ce NogodpH Ka4yeCTBOTO Ha XMBOT, NpU YCHOBHE,
Ye creumarHata Tepanus 3anoyHe HaBpeme. Jlekapu cneuuanucTu
NpefocTaBaT YCNyruTe Cit 3a KOHCYNTauuMs 1 Noakpena B crydaii Ha
CbMHeHMe N AenCTBUTENHO 3a6onsBsaHe. AKO 1 BTOpUST nperne npu
CNYXOBUS CKOMHUHT HE MO3BOMM CUMYPHU 3aKMHOYEHUS N0 OTHOLLEHWE
Ha cnyxa Ha Balweto feTe, crneaBa NpeuM3HOTO onpegensiHe Ha
CNyXOBWS Npar B cneLmanuanpaHo 3aBefeHue.

ToBa uscneppaHe e 6e3bonesHeHo 1 ce OCHLLECTBSBA NO BpeMe Ha
CbH. B cryyait, Ye ce ycTaHoBM orpaHinyeHie B cryxoBara crocobHoCT,
ce 3anoyBa He3abaBHO CbOTBETHa Tepanus. [pu HaBPEMEHHO
CTUMYTMpaHe MouTU BCSKO ieTe C YBPELeH CryX UMa [oGpy LaHcoBe
3a HOpPMaIHO €3MKOBO PasBuTHe.

Kora u kakBo ce uscnegsa?

CKpUHWHIOBUTE Nperneamn ce OCbLeCTBABAT B TEYEHUE Ha BTOPUS
[0 TpeTus feH OT paxpaHeto (36-Tu—72-pu yac OT paxaaHeTo),
€BEeHTYyanHo 3aefHo C BTOpWA NPodMUNaKkTUYeH npernes Ha AeTeTo
n (U2). 3a xopMOHaNHMs CKPUHUHT 1 CKPUHWUHTA 3a obmsHaTa Ha
BeLLeCTBaTa Ce B3eMaT HSKOMKO Karkv KpbB (0T BEHa Unn oT netata),
kaneaT ce BbpXy MpeABuaeHaTa 3a UenTa (UNTbpHa XapTus U
Cned M3CbxBaHe Ce M3npawat He3abaBHO B HAKOS CKPWUHMHIOBA
nabopatopusi. Tam npobuTte ce u3cneasat 3a pasnnUyHUTE LieneBn
3a0onsiBaHMs C MOMOLLTA Ha M3KIIOYUTENHO YYBCTBUTENHN METOAMN.
Mpn CKpUHWHra 3a MYKOBWCLMAO3a Ce npunara TpueTaneH MeTop,
cbeTosAL ce oT ABa 6roxmummnyHm TecTa (IRT 1 cBBP3aH ¢ naHkpeaTuTa
NPOTEWH) 1 €AVNH FTEHETUYEH aHann3 C Lien Aa ce Hamasnm 40 MUHUMYM
OpoaT Ha koHTpon-nHuTe nperneau. lMpu npoBepkata Ha cryxa
HEeAONOBMUMUTE CUTHAMM, U3NMbYBAHU OT BLTPELLTO YXO Ha 3ApaBuTe
HOBOpOJEHU, Ce U3MepBaT HambNHO 6e3bonesHeHo Ypes BkapBaHe
Ha CoHAa B CIyXoBWS KaHan (T.Hap. oToakycTuyHn emucumn, OAE),
WKW ce MpoBexAa aBTOMAaTM3MpaHa ayauo-MeTpust Ha MO3bYHMS
ctBon (AABR). MNpoBepsiBaT ce PyHKUNNTE HA BbTPELIHOTO YXO U
CBLOTBETHO [1aNni 3BYKOBUTE BBJIHW Ce NpeaaBaT OT BbTPELUHOTO YXO
1 npepaboTeat nog hopmarta Ha enekTpUYECKM UMMYNCK B MO3bKa.

Kou nonyyaBsa pesynrature?

B pamkuTe Ha HKOMKO JHW NofaTensT Ha kpbBHAaTa npoba (pogunHata
KIMHWKa, JETCKUST Nlekap) nonyyaBa B MUCMEH BUA pe3ynTaTtute oT
XOPMOHAMHWS CKPUHWMHT U CKPUHUHFA 3a 0OMsiHaTa Ha BellecTBarta.
MMopaan MHoroetanHus MeTof pe3ynTaTbT OT CKPUHUHIUTE 3a
MYKOBMCLIMA03a MOXe fa 0THemart go 14 gHu. Mo npasuno pogutenure
He nonyyasart pesynTaTv OT U3cneaBaHus.

3a Bac Baxu: Jluncara Ha HoBUHa e foOpa HOBMHA.

Camo npy HefiBYCMUCIIEHM NPU3HALIM 3@ HanU4YHO 3abonsBaHe, KOeTo
TpsibBa HEOTNOXHO Aa ce nekysa, Lie GbaeTe He3abaBHO yBEIOMEHN



