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110 3[PABOOXPAHEHWIO
JIEHUHIPAJICKOH OBJACTH

HPUKAS

A 7“‘04%@% AoliNe TR

/ Canxr-Tlereplypr

O coBepIICHCTBOBaHUY OKA3aHUS
MEMLUHCKOM IOMOINY ITAlHEHTaM
C BPOXKICHHBIMHU H (¥JIH)
HacJIe/ICTBEHHBIME 3a00J1eBaHISIMHI
B Jlenunrpanckoii obnactu

B nemsix cOBepIIEHCTBOBaHHS OpPraHM3alMM OKAa3aHUsA METHITHHCKON TIOMOILA
lalke€HTaM C BPOXICHHBIMM H®  (MNHM) HACIEICTBEHHBIMH 3a00JEBAHMSIMHE B
JIeHUHIPafCKO# 06IaCTH M BO HCIONHEHHE NpPHKA3a MunncrepcTBa 3ApaBOOXpaHeHNS
Poccniickoit ®enepanun or 21 anpens 2022 rona Ne 274n «O6 yrBepxaenuu lopsmaka
OKa3aHUs! MEIHUIMHCKOH IIOMOLIU NMalKMEeHTaM C BPOXKASHHBIME U (M) HACIIECTBEHHBIMU
3abonesannsaMm» (ranee-Ilopsnox):

1. YTBepouTs:

1.1. Tlonoxeune 06 OKa3aBUM MeOUIMHCKOM [IOMONOIX ITalMeHTaM C
BPOXICHHBIME ¥ (UI1M) HAcleNCTBEHHBIMU 3a60JeBaHuAMA B JIGHHHIpaackoy obmacT
(IIpunoxenue 1); S

7712, MapuipyTusalMio [aUFEHTOB B paMKax IpPOBEJEHHS HEOHATATHHOLO
cxkpunmara ([Ipunoxenne 2);

1.3. MapmpyTusaluio [AUMeHTOB B  paMKax IIPOBEIEHUS PaCIIUPEHHOrO
HEOHaTallbHOTO ckpunuHra (Ilpunoxenue 3).

2. Hacrosimii mpuxas BCTynaeT B.cuity 31 gexabps 2022 roga. ... ..

Ipencenarens Komurera - A.BXapkos




YTeepxaeno

npukasom Komutera rio 3apaBooxpanenmio
Jlennnrpanckoii obnactn

01‘0?7747%45/;‘?, 2022 r. Ne T
(Tptihoxefie 1)

ITonoxenune 06 oxasaHUKM MEMUIMHCKOM TOMOIIHA MALMEHTaM C BPOXKACHHBIMH U (¥UIH)
HacJeICTBEHHBIMU 3a00eBaHusIMK B JIeHMHIpagckoil o6nacTy

1. Hacrosmee Ilonoxenue perymupyet BOMIPOCHI OKa3aHWs MEAUIWHCKON TOMOIIM
IIaNUeHTaM ¢ BPOXIOCHHBIMM W (MIM) HACIEeACTBEHHBIMH 3a60/IEBAHUSMH B
Jlenunrpanckoii o6macTu.

2. OxasaHHe MeOWIMHCKOH IIOMOLIM MAalHeHTaM C BPOXIEHHBIMA W (WiH)
HaCJICACTBEHHEIMU  3a0oseBaHusaMH B JIeHMHIpajgckoif obnactu OCYIECTBIISIETCS
MEIUIMHCKAMA W HHBIMH OPraHU3aLMSMM TIOCYJAPCTBEHHOM U YacTHOH CHCTEM
SAPABOOXPAHCHMS, HMEIOMMMM  JIMUEHSUIO HA  OCYIIECTBICHHE  MeXMUHUHCKOM
ACATENBHOCTH, INPeAyCMATPUBAIOUIYIO BBIIOJIHEHHE DaGOT (YCIYT) MO TeHeTHKe U
n1abopaTOpHOI TeHETHKE B COOTBETCTBHUHU C npukasoM Muusapasa Poccun or 21 anpens
2022 roma Ne 274u «O6 yTBepxxaenun llopsaxa okasaHus MenUIIMHCKOIN TIOMOIIH
NalHeHTaM C BPOXKACHHBIMU ¥ (M) HACIEJCTBEHHBIMY 3a060NEBAHMSIMUY M HACTOSIIM
IlonoxenneM.

3. IlpenaranbHellf CKPHHMHT B JIGHMHIPAgcKOM OBIACTH BKIIOYAET KOMILIEKC
UCCIEN0BaHMH [T IaTHOCTHKH BPOXJCHHBIX U (MIIH) HACIEICTBEHHBIX 3aboneBaHmi, B
TOM 4Hcie opdaHHbIX (peaknx) 3aboneBaHuil oA, IIpeyCMaTPUBAIOIIKMX [IPOBEACHUE
HHCTPYMCHTAIPHBIX HMCCNEN0BAHNH, MHBA3UBHBIX (OHMOINCHS XOPHOHA MM IUIALIEHTHI,
aMHUOUEHTE3, KOPJOLECHTe3) WIH HEeMHBa3HBHbBIX NPOLEYp MOTYYeHNs GHONOTHYECKOro

Marepuaa, OHOXMMHIYECKOro u/vmu MOJIEKYISPHO-T€HETHYECKOTO 15007010
LUTOreHETHYECKOI'O W/vnm MOJIEKYJIAPHO-LIUTOTEHETHYECKOT O MCCIIeIOBAHHS
Oronoruyeckoro  marepuana, MEIHKO-TeHETHUECKOE KOHCYJIBTHPOBaHue, "

ocywectisiercst B ' bY3 JIOKB.

4. HeonaTanbHbIH CKPUHVHT Ha BPOXKACHHBIE U (unu) HacneacTBeHHBIE 3a60JeBAHMS
B Jlenunrpazckolf obnactu npoBomuTcs B JlabopaTopuu MOJEKyIIpHO-TeHETHIECKHUX U
LMTOrCHETHICCKUX UCCNENOBaHNHE MenuKo-reHeTuyeckoll KoHcynsTanuu LleHTpa oXpaHsl
3H0POBbs ceMbU U penpoaykuuu ['BY3 JIOKB.

5. PacmumpeHnplf HeoHaTaNbHBIM CKPUHWHT Ha BPOXJEHHbIE U (WIH)
HacCJeICTBeHHBIE 3a00JIeBaHUS IUI KUTENEH JlenuHrpazckoit o6nactu nposoautes B CIIG
I'KV3 «Iuarnoctruyeckuii LEeHTp MeauKo-reHeTHYECKUi.

B Jlennnrpanckodl o6nacT# HEOHATANBHBIH CKPMHMHT HA BPOXKACHHBIE H (unn)
HAaCEJCTBEHHbIE  3a00NEBaHMS M DACHIMPEHHBIH HEOHATANBHBI CKPUHMHT Ha
BpOXIeHHBIE U (MJI1) HACIeACTBEHHEBIE 3a00JIeBaHus BKIIOYAIOT MACCOBOE (6e30T60pPHOE)
obcrneioBaHe HOBOPOXKIAEHHBIX HA BPOXKICHHBIE U (unu) HacneqCTBEHHBIE 3a00JeBAHKS
AT paHHEro NOKIWHAUYECKOTO BBIABICHHs 3200NI€BaHUH U UX CBOEBPEMEHHOIO JICYEHHS C
LENBI0 NPOMUIAKTUKY PaHHe CMepTH M WHBATMIH3AIMU HETEH, IpeaycMaTpHuBalolee
ocywmecTBieHre Meauko-reneTndeckoll KoHcyasraumedt IlenTpa  oxpasbl 3H0POBbS
cembr 1 penponaykuuu I'bY3 JIOKB, CII6 I'KY3 «J/luarsoctudeckuit HeHTp (MeauKo-
regetideckuii)», OIBHY «Menuko-reHeTndeckuii HaydHbIH HEHTP MUMEHU aKaleMHKa
H.II BoukoBa» crenyromumx neiicTBmii: CIEeYIOMNX NeHCTBUIH:




- IPOBE/ICHNE KaKIOMY HOBOPOXKAECHHOMY CKPHHHHIOBOI'O MCCIIEJOBAHUSL,

- (OpMHUpOBaHME IPYMIBI BHICOKOTO PUCKA BPOXKAESHHBIX M (M) HACIENCTBEHHBIX
3a00JIeBaHuIL;

- TPOBENCHHE MOATBEPKAAIOWHNX OMOXMMHYECKHX W (WIM) MOJEKyISpHO-
FeHETUYECKUX UCCIIeIOBAHUN HOBOPOXKAEHHBIX M3 IPYIIIIBE! BHICOKOTO PHCKA BPOXKIAESHHBIX
¥ (MIIM) HaCIeICTBEHHBIX 3a001eBaHuil;

- MEIUKO-TeHETHYCCKOe KOHCYJNHTHPOBAHHE MAlMEHTOB C [OATBEPIKACHHBIM
AHarHO30M BPOXISHHBIX U (WJIK) HACIIEICTBEHHBIX 3a60/IeBaHui (WIEHOB UX ceMell).

6. MapmpyTusauus NalkeHTOB B PaMKax MPOBEJEHHS HEOHATATHHOrO CKPHHHMHIA
OCYWIECTBIIAETCA B COOTBETCTBMH ¢ [IpuioxenneM 2 K HACTOSIIEMY IPUKA3Y.

7. MapupyTuzanus HAUMEHTOB B  paMKax [POBEJEHMS  PACIIMPEHHOTO
HEOHATAJIbHOIO CKPUHHHIA OCYIIECTBIAETCS B COOTBETCTBMU C IlpuioxkeHueM 3 K
HACTOSANIEMY MPHKa3y. |

8. Ckopas, B TOM 4YMCIe CKOpas CHEUHATH3UPOBAHHAS, MEIMLIMHCKAS [OMOIIb
MalMeHTaM C BPOXIECHHBIMM M (WIIH) HaCleJCTBEHHBIMH 3a00JeBaHUSIMHU OKA3BIBAETCS
IIPH COCTOSHUAX, TPEOYIOIIMX CPOYHOTO MEAULIMHCKOrO BMELIATEIECTBA, MEIHIAHCKIMM
paboTHHKaMM BBIE3IHBIX OpHrajy CKOpOH MeIMIMHCKON IOMOLIM B COOTBETCTBHM C
ITopsinkoM oxa3zaHHUs CKOPOH, B TOM YHCIIe CKOPOH CIELHATH3NPOBAHHOM, MEIULIMHCKOM
IIOMOIIY, YTBEPXXAEHHBIM TIpUKa3oM MHMHHCTEpPCTBa 3paBooXpaHeHus PoccHifckoi
Oenepanuu ot 20.06.2013 roga Ne 3884.

9. bpurana ckopol MeIUIMHCKON TIOMOIUHM JOCTABNSET MALUEHTOR C BPOXICHHBIMA
¥ (WIM) HacNeNCTBEHHLIMH 3a00JIEBAHMAMU C YTPOXKAIOIUMH JKM3HM COCTOSHUSIMM B
MEIHLMHCKUE OpPraHM3alliH, UMEIOLIME B CBOEH CTPYKTYpe OTHAENEeHHE aHEeCTEe3UOJNIOTHH-
peauManmM WaM 0ok (manaTy) peaHMManMd W HMHTEHCMBHOM  TepanMu H
obecneunBarOIINe KPYTrioCyTOYHOE MEIUIMHCKOE HAOMIOAEH e 1 JIeUEHHUE.

10. Ilpy Hanuumuy METHIMHCKUX TOKa3aHHH, [10CNe YCTPAHEHH S YTPOXKAFOIHMX JKU3HK
COCTOSIHMH, MAaUMeHThl C BPOXASHHBIMH M (WIH) HACIHENCTBEHHBIMH 3a00NEBAHMSIMU
nepeBoisaTcs B upodunbHele ortgenenus JIOTBY3 «IIKB», B COOTBETCTBUHM C
[IOKa3aHUSMH. ' ,

11. Tlpu nonospenuu Ha BpoxKOeHHOe ¥ (W) HACIEICTBEHHOE 3abONeBaHHe, He
TpeOyroliee OKa3aHus MEIMIMHCKOH IMOMOIIM B CTALMOHAPHBIX YCIOBMAX, BpadM-
CTEeLUANUCTHI IO CIICUMANIBHOCTAM, IIPEyCMOTPEHHBIM HOMEHKIATYPOM CIIeLMaNIbHOCTe!
CHIELMaNUCTOB, MMEIOIIUX BBICIUEE MENUUMHCKOE M (apMalleBTHYeCKoe o0pa3oBaHue,
YTBEpXIEHHOM npukazoM MunUCTEpCTBa 3ApaBooxpanenus Poccuiickoit ®emepanuu ot 7
okrsabps 2015 roma Ne 700H «O HOMeHKIAType CHEHHANbHOCTEH CIIELUANHUCTOR,
MMEIOLMX BBICIIEC MEJULHMHCKOe H (apMaleBTHYECKOe OOpa3sOoBaHME», HAIPABISIOT
MalMeHTa M IPUd HEOOXOMMMOCTH 4JNEHOB €ro ceMbU B MeIuKO-reHeTHYecKYo
KOHCynbTauuro LlenTpa oxpansl 300poBes cembr U penpoaykuud I'bY3 JJOKE.

12. Tlpy Banwuuy y NaLMEHTOB C BPOXKICHHBIMH M (MIIH) HAC/IeICTBEHHBIMU
3a00JIeBaHUAMY MEJULUHCKHUX [TOKa3aHUuil, TpeOyIOIUX 0Ka3aHUs MEAUIMHCKOM TOMOIIH
B CTAlJMOHAPHBIX YCIOBUAX, CIELUAIU3NPOBAHHAS MEIHIIMHCKAsA [TOMOIIb OKA3BIBAETCS B
ripodriibHbIx otaeneHusx JIOI'BY3 «/IKB», B COOTBETCTBHY C TIOKA3AHUIMH. )

[3. MenuuuHcKye OpraHU3allid BHOCAT MHGOPMAIUIO 06 OKa3aHHON MEIMLIMHCKOMN
IIOMOINM B MEIUIMHCKHE KH(OPMAIMOHHEIE CHCTEMBl MEAMUIMHCKUX OpraHu3aluii,
FOCyNapCTBEHHYIO ~ HMH(ODMALMOHHYIO  CHCTeMy B  cdepe  3IpaBOOXpaHEHHs
JlennHrpanckoi o6nacTH, B €IMHYIO TOCYNapCTBEHHYIO HH()OPMALMOHHYIO CHCTEMY B
cdepe 31paBOOXpaHEHHS.




VTBepxkaena

npukaszom Komurera no sppasooxpaneuio
Jlenunrpaackoii o6nactu

or L7 geradhb 20221 Ne T
(Mpundbkenné 2)

MapI_prTI/ISaI_IHH [MTalJEeHTOB B paMKax IPOBENCHUSI HEOHATAIILHOIO CKpHHMHIa

1.Tecr - 6nauku ¢ o6pasuamu KPOBH JIOCTaBIIOTCA M3 MEIUIHMHCKAX OpTaHU3allrii,
OCYIIECTBIAIOIMX 3a60p 0OpasioB KpoBy, B JIaboparopuro monexynapro-renermueckux
H IUTOrCHETHYECKUX HUCCIENOBaHMH MeauKo-TeHeTHYeCKoH KoHcynbTanuu  Llentpa
OXPaHBl 30pOBBS CeMbM U penpoxykuuu I'BY3 JIOKE, PAaCTIONIOXKEHHOH O ajpecy: T.
Cauxr-Terep6ypr, mp. Jlynagapckoro m. 45, 4 srtax KOHCYNBTaTUBHOM IONMKIMHUKY,
NPOXOJ| Yepe3 3 3Tax MIATHOrO OT/IE/ICHNS.

HocTagka TecT - 61aHKOB OCYLIECTRITETCS CHEIHEBHO, 32 UCKITIOYEHHEM BOCKPECEHBsI
H TOCYIapCTBEHHBIX NPa3qHHYHbIX JHEH. j

2. B Menuko-reHeTH4ecKoi KoHCynpTauun LleHTpa oXpaHbl 3M0pOBBS CeMbH H
penponyxunu '6Y3 JIOKE: _

2.1. B JIaboparopuu MOJIEKYIAPHO-TEHETHYECKUX U HUTOICHETHIECKHX HCCIIe[OBAHMI
Menuxo-renernyeckoit KoHCyIBTAIIH LlenTpa oxpans! 370pOBBS ceMbH U PENpONYKIINH
I'bY3 JIOKB undopmanus o nanmenre 3aHocutcs B MHC Jlabopatopuu mocpencrsom
CHUTBIBAHUS ITpUX-Koxa. TecT-61aHK ¢ 5 nsaTHaMu KpoBu UCIIONIB3YEeTCs IS IIPOBEEHUS
CTaHIapTHOr0 HEOHATAIBHOIO CKPHUHHIHIA, a TeCT-OJIaHK C 3 ISITHAMY KPOBH OTCBIIAETCS B
Cil6 TKY3 «uarsoctudeckuii HEHTp Menuko-reHeTHaecKuii ©XKEeHEBHO, 3a
HCKIFOYEHHEM BOCKPECEHbS ¥ OCY JAPCTBEHHBIX NPa3/HUIHBIX THEI. '

2.2. TIpoBeleHre HCCIeNOBAHUI B pamkax HCOHaTallbHOrO CKpuHuHTa (nanee-HC)
OCYIICCTBAACTCS. B OTJENE HEOHATALHOIO CKPMHMHTA JIaGopatopun MonekynspHo-
TCHETHUECKHX U LMTOTCHETHYECKUX HCCIeNOBAHNI MeInKO-reHeTHYeCKo KOHCYJIbTaluK
Llentpa oxpansl 3m0poBes cembu u penponyxmun I'BY3 JIOKB, duxcanus pesynsrata
OCYIIECTBIACTCA BPayOM KIMHUKO-JIa0OPaTOPHOH AHArHOCTHKH / Bpa4YoM J1abopaTopHOiL
TCHETHKH C 3aHECEHHEM IOJIOKUTEIEHOIO Pe3yNbTaTa B KYPHAJIBL, JIEKTPOHHYIO CHCTEMY
y4era. _

2.3. Memunuunckas Opranusalyd, OKa3blBAOIIas NEPBUYHYIO MeJIUKO-CaHUTAPHYIO
IIOMOLIE IeTM, MHQOPMHUpYeTcs 0 pesyisTarax HC yTeM (OpPMHPOBAHHUS M OTIIPABKHU
TATpOHAXa € yKasaHHEM [OJIOKMTENBHOTO pPe3ynsTara U TpeGoBaHNEM B TeueHue 24
HacoB OCYIECTBUTDL MOBTOPHBIH 3a60p KPOBH M OTIPABUTE TECT - GNAHK B Jlabopatopuro
MOJICKYJSIPHO-TCHETHIECKUX M LIATOMEHETHYECKUX HCCIIeI0BaRMUIL Menuko-reneTnaeckoit
KoHCynbTauuu LleHTpa  oXpaHsl 370poBBS ceMpH U penpogykuuu I'BY3 JIOKB, c
OTMETKOH «IIOBTOPHO. _

2.4. Tlpy DHONyYeHHH pe3yNbTATOR CKPHHHHTOBEIX HCC/ENOBaHME (opmmpyercs
Ipynna gereid "ycloBHO 310poBBIX" MO BceMm VICCIENYEMBIM 3a00NIEBaHMAM U TPYINIaM
BBICOKOTO puCKa BPOXJIEHHBIX U (MJIN) HACIEACTBEHHBIX 3200 e BAHMIL. :

JleTH U3 IPyNIEBI «yCIOBHO 370POBBIEY He TPEOYIOT IOTIONHUTENBHBIX UCCIEIOBAHMI 1
MH(QOPMHPOBAHHS  MEIMIHHCKHAX OpraHMsallMd O  pesynbTaTtaXx CKPUHHHIOBBIX
uccieioBauui. B ciiydae HeoOxomumocTu MHQOPMAIMS O pe3yNbTaTaX MpOBEIeHHUs HC
JAHHOU TpymIsl JeTedl MOXeT ObITh IIPEAOCTABIICHA JIO 3alpoCy MEOUIMHCKON




OpraHW3alMy  IIOCPENCTBOM  MH(MOPMAIMOHHOM  cHCTeMbl  TeneMeJdLUHCKHX
xoucynsTaumi (panee — TMK), anexrporHoit mouts! lokb@47lokb.ru. |

2.5. Tlpu moyyeHuH IMOJOKUTEIBHOrO pe3ynbTaTa mosTopHoro HC (bopMpreTc;I U
OTIPaBISETCS TMATPOHAK B MEIULMHCKYIO OPraHM3alMI0 N0 MECTy IPUKpPEINICHUS: WY
NPOXKUBAHUA HOBOPOXKISHHOTO € YyKa3aHHMEM HEOOXONMMOCTH KOHCYNBTAIMK Bpava
CHiel{MalIUCTa. [EeTCKOro SHIOKPUHONOra, IeHeTHKa, MyJbMoHonora. PopMupoBaHue H
OTIpaBKa NATPOHAXA OCYIUECTBISIETCS BPauOM KIIMHHKO-Ta00paTOPHON JMarHOCTHKH/
BpayoM JabOpaTOPHOM TeHETHKH MOCPEACTBOM 31eKTpoHHOH moursl/TMK/Tenegonnoro
3BOHKA.

2.6. TloaTeeprkmaroliass QuardHoctTika (DEHUIKETOHYPHMM M MYKOBMCIHMAO3a,
MoJsleKynspHo-reHeTrdeckoe uccinenopanve reHoB PAH m CFTR  cooTeeTcTBEHHO
OCYIIECTBIIETCS B OTACNICHHH MOJEKYJIIPHO-TeHETHUECKHX HCCieloBanui JlabopaTopuu
MOJIEKYJIIPHO-TEHETHYECKUX M LUTOICHETUUEKUX MCCIeOBaHMH MeluKo-reHeTHYECKOU
KoHcybTauu LleHTpa oxpaHsl 300poBbs cembi U pernpoaykuuy I'bY3 JIOKD, dpuxcanys
TOJIOKUTENBHOTO  PE3YNBTATa  OCYILECTBISETCS  BPadoM  KIIMHHKO-1abopaTopHOM
JMArHOCTHKY/ BpayoM NabopaTopHoOi reHeTHK /6Honorom nyteM BHecenus B MUC.

2.7. 3akoHHBIE TIpexcTaBuTeNM pebeHKa M0 pe3ynbTaTaM ITOATBEpPIKHArOIIEH
JIUarHOCTUKHU BEI3BIBAOTCS Ha TpHEM IOCPENICTBOM 3MEKTPOHHOM
noutel/ TMK/TenedonHoro 3BOHKAa COTPYIHHMKAaMU KOHCYJIBTaTHMBHOIO omenieﬂm
MeIUKO-TeHETHIeCKO KOHCYIbTalMH LIeHTpa OXpaHsl 30pPOBhS CEMBH U PENpPOIyKIHH
I'BY3 JIOKB BpauoM-reHeTHKOM/MEIHIMHCKOM cecTpoll. Ha KOHCYNBTaTHBHOM TpHEMe
BPAaYOM-IE€HETHKOM  pORMTENSM  (3aKOHHBIM  IPEJCTABUTENAM)  IIPEAOCTABISETCA
HH(pOPMAIUs O BBIABICHHOM 3a00NeBaHMM y pebeHka, IIPOTHO3e, BO3MOMHOCTAX
TIaTOTeHeTHIECKOTO JEYEHHUSI. :

2.7. 3aBenyomuM MeaHKo-reHeTHIeCKoH KOHCYbTAMK LIeHTpa OXpaHbl 370pOBbS
cempr 1 perpopykuuu ['bY3 JIOKB ocymecTBinseTcss BeleHHE PETMCTPa NALMEHTOB C
opbaHHBIMH 3a00IeBaHUSIMH. |

2.8.JlpoBefieHHe MEIHKO-FeHETHYECKOr0 KOHCYNBTHPOBAHHS, B TOM HYHCIE C
[IPUMEHEHUEeM TEeJIEMEIUIIMHCKIX TEXHOJIOruH (IIpy HAMYMK) OCYILECTBISIeTCsS BpadaMu-
reHeTHKaMK KOHCYJBTATHBHOIO OTAeeHHs MeauKo-reHeTHYecKoi KoHcynbTanuu I BY3
JIOKD, npu Hannuuy HanpaeieHus o Gopme 057-Y, npensapurensHoit 3anucu. I'padux
paGOTHI KOHCYJIBTATHBHOTO OTHENeHHUS - roHexenbHuK-TisTHIHLA ¢ 09:00- 17:00.

3. [TocTanoBKa Ha JUCNaHCEpHOE HabNIOACHUE AeTel ¢ BRISIBICHHBIMU BpO)K)IeHHLIMPI
U (WI¥) HacIEeICTBCHHBIMH 3a00NieBaHMSAMH IO KaXAOMY 3a00NIEBaHMIO, a TakXKe
JabHeHiee JUcIaHCepHOe HaONIOeHHEe OCYIECTBISIETCS CHELHAUCTaMU II0 MECTy
JKUTENIbCTBA nauumenrta, a takxke cneuunanucramu JIOI'BY3 «JIKBb» ¢ 0b6s3aTenbHBIMEI
NepHOJMYECKIMH  OGCIEIOBaHUAMH M- KOHCYNBTallMAMH Bpada-TeHeTHKa MeuKo-

TeHEeTHYEeCKOM KOHCyIpTauuu LleHTpa OXpaHBI 310pPOBBSl CEMBM M PENpPOLYKIMH FBV3
JIOKB.




YTBEepiaeHa _
npukasom Komurera no 3xpaBooxpaHeHuio
Jlenunrpapackol obnacrtu

ot AF geraihs 2022 . Ne F%
(l’IpMndﬁce}me/ 3)

MapmpyTuzanus [ManueHToB B paMKax MpPOBeIeHUs paClIUPEHHOro
HEOHATaJLbHOI'O CKPUHMHIA

1. VYnonnomoueHHON MEOHIIMHCKON OpraHu3auneid Ha cOop TecT- OIIaHKOB C
obpazamMu KpOBM Uil NPOBEAEHUS PaCIIMpPEHHOI0 HEOHATalbHOTO CKpUHUHTA (fanee-
PHC) B mpenenax JlesuHrpainckoi oOnacTH, COPTHUPOBKY M JAalibHEHIIYIO OTIPABKY
YKa3aHHBIX TeCT-OJIAaHKOB B MeIUUUHCKuE opraHuzanuu 3 A u 3 b rpynm, 3akintodeHue
IOTOBOPOB Ha OKasaHue ycayr rno nposegenuo PHC u noareepixaaromei TUarHOCTUKU
aensercs I BY3 JIOKB.

2. Tect - OyaHku ¢ 00pa3laMy KPOBU JOCTABIISIIOTCS M3 MEIUIIMHCKUX OpraHu3alui,
OCYILECTBISIOIINX 3a00p 00pa3iioB KpoBu B JIabopaTopuio MOJIEeKyISpHO-TeHETHYECKUX U
HUTOTeHETHUECKHX HCCIeoBaHuM MenuKo-reHeTu4eckoi KoHcynbTauuu LlenTpa oxpaHbl
sgopoBest ceMbH M penponykuuu ['BY3 JIOKB, pacrionoxeHnHo#l no azapecy: r. CaHKT-
IletepOypr, np. Jlynagapckoro a.45, 4 3Tax KOHCYNETaTUBHOM NONUKITUHUKHA.

JloctaBka MEOUIIMHCKAMH OpraHu3auusMu B JlabopaTopuio  MONEKYJISpHO-
IeHETUYIECKUX U HUTOTEHETHIECKUX UCCIeN0BaHuN MeIUKO-TeHETHIECKON KOHCYIbTaluu
Llentpa oxpansl 3m0poBbs cembu ¥ penponyknuun [BY3 JIOKB Tect - OnaHkoB
OCYIUECTBIAETCS €XEeOHEBHO, 3a WCKIIOYeHHEM BOCKPECEHBSI M ToCyJapCTBEHHBIX
Ipa3AHUYHBIX JTHEH.

3. JlabopaTopuel MOJEKYJSPHO-TEHETHUECKUX M IIUTOTCHETHYECKUX HCCIENOBAHUM
Menuko-reneTideckoi KoHcyapTanun LieHTpa oxpaHsl 30POBBSI CEMBH M PEIPOAYKLHU
I'bY3 JIOKb Onank-nanpasnenue Ha PHC c tect - 6maHkoM ¢ 3 ImSITHAaMH KpOBU
orceaercss B Cankr-IlerepOyprckoe rocymapcTBeHHOE Ka3eHHOE — YUpeXKJIeHHUe
3apaBooxpaHenus «JluarHocTuueckuil LeHTp (MeguKo-reHeThyeckuit)», r. CaHkT-
[TetepOypr, He no3Hee 24 YacoB C MOMEHTa IIOCTYIIIeHUs TecT - Oanka. JloctaBka TecT -
onanxkoB B Camkr-lletepOyprckoe  rocyZapCTBeHHOE — Ka3eHHOE  YUPEXACHUE
3JIpaBOOXpaHeHus «JHarHocTHUeCKui LEHTP (MEOUKO-TeHEeTHUYECKHN)» OCYIIeCTBISETCS
eXXeHEeBHO, 32 UCKIIIOYEHMEM BOCKPECEHbsI M TOCYJapCTBEHHBIX NPa3AHUYHbIX THEH.

4. CauxTt-IleTepOyprckoe rocynapcTBeHHOE Ka3eHHOE yupeXkJIeHue 34PaBOOXPaHEHHUS
«JlnarsocTHYeCKuil UeHTp (MemuKo-reHeTH4eckui)», r. Cankr-lIleTtepOypr nepemaeT
WH(POPMAIIAIO O HOBOPOXXIEHHBIX TPYIIbI «BBICOKOTO PHCKa» B MeEIUKO-TeHETHIECKYIO
koHcynpTauuio LienTpa oxpansl 350poBes ceMbd U penpoaykuuu I'bY3 JIOKE.

[Ipy nmonydyeHuw pe3ysbTaTOB CKPUHMHIOBBIX HCCIENOBaHUU (OpMUpYyeTCs IpyIa
neTeit "ycIOBHO 370pOBBIX" 10 BCEM HCCieyeMbIM 3a00JEeBaHUsIM U FPYIINAM BBICOKOTO
pHUCKa BPOXKACHHBIX U (WJIK) HACIEICTBCHHBIX 3200JIeBaHUH. |

HeTy u3 TpyIIsl «yclIOBHO 3[0pOBhIe» He TPeOyIOT HOMOJTHUTENbHBIX UCCIIeIOBAHM 1
UH(OPMUPOBAHUA MEJULMHCKUX OpraHu3alui O  pe3yibpTaTax CKPUHMHIOBBIX
uccnenoBanuil. B ciydae HeodxogumocTy HH(popMaLus o pedynbrarax nposenexus PHC
JaHHOM TIpymmbel JeTed MokeT OBITh NpeJocTaBlieHa [0 3anpocy MEIHIHMHCKOR
opraHvszalMy  IIOCPEACTBOM  HMH(OPMALMOHHOM  cHCTeMbl  TeleMeNULIMHCKHX
koHcyneTanui (nanee — TMK), snexrponnoit mouts lokb@47lokb.ru. ‘




5. B Mepuko-reHeTHuecKoi KoHCYyibTaluu LleHTpa oOXpawbl 37I0POBESI CeMBU M
penponyxkuun I'bY3 JIOKB:

5.1. B Tevenne 24 4acoB mocie NONyYeHyus MHPOPMALMH OCYIIECTBISETCS OTIIpaBKa
YBEAOMJIEHUS  IIOCPEACTBOM  3JEKTpoHHOH  routsl/TMK/tenedonHoro 3Bomka B
MEJIMIUHCKYIO ~ OpPraHU3allMi0 II0 MECTy IIPUKpEIIeHUs WIH  IPOXWBaHMSI
HOBOPOXIEHHOTO C yKasaHHeM O Heobxomumoctu 3abopa oOpasuoB GuoMarepHana y
HOBOPOXACHHOIO ML NPOBEACHUA MOATBEpXKAarolied OHOXUMHYECKOM /MM MEXHUKO-
TEHEeTHYeCKOH M / WIM MOJIEKYJSIPHO-LIMTOTeHETHYECKON AWarHOCTUKU B DOIBHY
«MeguKo-reHeTHIeCK I HayYHbIH ueHTp umeHu akagemuka H.I1. Boukonay. :

5.2. MepuuuHeKas OpraHM3als [0 MeECTy HPHKpeIIeHUs HOBOPOXKJIEHHOI'O B
TEIEHHE 24 YacOB IOCHE MOJYYEHHS YBEJOMICHHS OCYLIECTBISET 3a60p KPOBH, OCMOTp
BpavOM-IIeIMATPOM, HAIIPABIICHHE HA KOHCYJIbTATUBHBINA PHEM K Bpauy - T€HETHKY.

5.3. Ilpn HaM4Yuu MEIMLMHCKHUX [OKA3aHUU Bpad-NeJHUaTp HeMeIICHHO HaIpasiseT
HOBOPOXKACHHOTO U3 IPYIIIEI BLICOKOI'O pUCKa Ha rocrnuTanmsanumo B JIOTBY3 «,I[KB» Io
npodmitto 3a6oeBaHusl.

5.4. Bpad-reHeTHK OCYIIECTBISIET IPHEM M OCMOTpP HOBOPOXIEHHOTO U3 rpyrmm
BBICOKOTO pHCKa, NPU HEOOXONMMOCTH Ha3HAYaeT CIELHAlU3UPOBAHHEIE  NPOIYKThI
J1e4eGHOrO MUTaHuUS 10 TONYIeHMs! PE3yIBTATOB NOATBEPXKAAIOIIEH (UATHOCTUKE,

5.5. Ilocne momyyeHHs pe3yNbTATOB MOATBEPKIAIOE THATHOCTHKH (opmupyeTcs
Tpynma JIETed C BBIIBJIECHHBIM BPOXIEGHHBIM H/HJIM HACIENCTBEHHBIM 3aboJleBaHueM,
CBEJICHUA O KOTOPOW MEepefaloTCst B TeYeHHe 24 4acoB IOCIE IONydeHMs pPe3ybTATOB
MOCPEACTBOM  3NEeKTPOHHOH  ouThl/ TMK/TeneoHHOro 3BOHKA B MENHMIMHCKYHO
OpraHM3alii0 10 MECTy MPOXKUBAHUS WIM  HaxXOoXACHUS HOBOpO}K}leHHOFO C
COOTBETCTBYIOIIMMH PEKOMEHIALIMSIMH. . ’

6. Ilpu OTCYTCTBMM  KIMHHMYECKMX MpPOSBICHHH BPOXKAEHHOrO 1 (I/I}II/I)
HACNIEJICTBEHHOrO 3a00JIeBanysl Bpad - y4acTKOBBIA meauarp, Bpad obmeit IpaKTHUKU
(ceMelfHBI Bpady) O MeCTy IKHTeNhCTBA B TedeHHe 48 yacoB HaIlpaBJisieT
HOBOPOX/CHHOTO C BBIABICHHBIM BPOXICHHBIM M (MJIM) HACICICTBEHHBIM 3a60J1€BaHUEM
B MeIuKo-TeHETUYECKYIO KOHCYnbTaumio LleHTpa  OXpaHbl 3H0POBbSI CEMBH U
penponykuuu I'bY3 JIOKD unu MequnuHcKyo oprauusanmio Tperbeii A u b CpyIIII I/IJ'[I/I K
CHeLMaIUCTaM 10 Ipoduio 3abojeBaHu IS Ha3HAYEHUS JICUSHUS.

7. Ilpy Hanmuyuy MEIMIHUHCKUX IOKa3aHWi [0 HANPaBNEHHIO JIeYalero Bpat{a
MEIMUMHCKOM OpraHM3allid II0 MECTy JKMTEIbCTBA II0 COIJIACOBAHUIO C Bpaqom—
FeHeTHKOM Menuko-reneTnyeckoll KoHCynbTauMu LleHTpa oXpaHbl 370pOBbS CEMBH H
penponyxiuu I'bY3 JIOKB unu MenuimucKoit opranusanuu tpetheit A u b rpynn 1noce
NOATBEPXKICHUS JIHArHO3a BPOXICHHOTO M (MIHM) HaclleCTBEHHOro 3&60H€B&HH${
HOBOPOXJIEHHBIH ~ IIPM  HEOOXOIMMOCTH  TOCIHTAIM3UPYETCS B  MEIHMIMHCKYIO
OpraHU3alHIO, OKa3bIBAIOIYI0O MEIHUIIMHCKYIO IOMOIIEL JEeTAM N0 PpOo(uIIo 3a00eBaHus.

8. B ciyuae HaxoxaeHUs HOBOPOXIEGHHOIO Ha JIEYEHHU B CTALMOHApE HpOBO,III/ITCSI
KOHCYNbTAllMsl C BpPaYOM-TEeHETHKOM MennuKo-reHeTHIecKoi KOHCYIbTaIuH L{empa
OXpaHkbl 300poBhs ceMbH U penpoaykuuu I'bY3 JIOKB unu Menuimuackoi opraHnsauHH
TpeTheit A U b rpynn cnenmaniucramMu 1o NpoGpuIiIo 3a60IeBaHUs, KOHCHIHYM Bpadei ¢
[NpMMEHEHHWEM  TENEeMEIULMHCKUX  TEXHONOTHHA  MENULMHCKOMN OpraHu3auuei,
TIOBEHOMCTBEHHOU (elepanbHbIM OpraHaM HCIIONHHATENLHON BIACTH, IUIS onpe;:eneﬂm
TaKTHUKH JIeUeHH.




9. Bpay-reHeTHK MeauKo-reHeTHIecKoi Koncyneraunu llenTpa oxpaHsl 3m10poBbs
ceémbu U penponykuuun I'bY3 JIOKB mns ycranosnenus AWar"Hosa HacJIeJICTBEHHOIO U
(W) BpOXKIEHHOTO 3a60IeBaHMS:

9.1. onpenenser 06beM KHATHOCTHYESCKOrO 00CIIEIOBAHMS TTALIHEHTA C [I0{03peHUEM
Ha BPOXCIEHHOE W (WIM) HACIENCTBEHHOE 3aboNeBaHue U IPH HaJIMYUHM MEIMLUHCKHUX
TIOK23aHUH YIEHOB €T0 CEMBH; :

9.2. IPOBOINT MeNUKO-TeHEeTHYeCKoe KOHCYNBTUPOBAHNE MAlMEHTOB C IIOX03PEHHEM
Ha BPOXICHHOE W (MJIM) HACIEJCTBEHHOE 3a60JeBaHue (4MeHOB ero cempm), a TaKKe
HOBOPOXXICHHBIX € BBIABICHHBIMU TIpH Nposenenus HC, PHC BPOXXIACHHBIMU ¥ (W)
HacJIeNCTBEHHBIMY  3a00/CBAHMAMY, OEpPeMEHHBIX JKEHIIHH C BBICOKUM  PHCKOM
BPOXICHHBIX ¥ (MJIM) HACIHENCTBEHHBIX 3a00JieBanuil Yy TJ0Ja, BBISABICHHBIX IpH
TPOBENICHUH MPCHATANILHOTO CKPUHHHTA, 4 TAKXKe 3/0pPOBBIX HOCHTeleH MaTOTeHHEIX
MYTalHH B reyax; j

9.3. OCYWIECTBIfET MATOrEHETUYECKOe JIeYeHMe BBUIBJICHHBIX TAIlMEHTOB C
3a00NeBANNEM U3 IPYTITEl HACIEACTREHHBIX GONesHei oOMeHa B aMOYJIaTOPHBIX YCIOBHAX
A YCTIOBUAX NHEBHOTO CTALMOHAPA, IO AUCTIAHCEPHOE HaOnoIeHue; f

9.4. pEKOMEHIyeT NpoOBeeHHUe MEPONPUATHH 10 NPOQUIAKTHKE W JICYCHUIO
TIALHMEHTOB. ’

10. Bpau - naGopatopHsiif reneTHk Menuko-reneTraeckoll KOHCYNBTAHHI Ientpa
OXPaHbI 310pOBbS ceMbu U penponykuuud ['BY3 JIOKE OCYILECTBIISIET OMOXMMUYECKOE U
(MIH) MOJeKyIAPHO-TeHETHYECKOe 1 (unM) nUTOreHeTHUECKoe M (umu) MonexyuspHO-
HUTOTCHETUYECKOE HCCIIENOBAHUE C IENbI0 UATHOCTHKH BPOXICHHBIX W (UiH)
HaClICICTBEHHBIX  3aboneBaHuii, NpoBexeHHUS MEPOIPUATHH  HEOHATANLHOIO &M
IIPEHATAJIBHOTO CKPHHHMHIA B YacTH OUOXMMHYECKHUX W MOJIEKYJISIPHO-TEHETUYEeCKUX
UCCIICIOBaHHH, TIPEHATAILHON NeHeTHIECKON TUArHOCTHKIL

'11. 3asenyromum MemyuKo-TeHeTHIECKOM KOHCYNbTalMK LleHTpa oxpaHbl 370poBbs
ceMbi ¥ penponykuun I'BY3 JIOKB ocymectensercs semenue PErucTpa NalueHToB C
opdaHHBIMH 3260IeBAHUIMIL. j

12.TlpoBenenre MemMKO-reHETHYECKOro KOHCYJNIBTHUPOBAHUS, B TOM HHCIEe C
IPAMEHEHHCM TENIEMEMUMHCKIX TEXHOMOr Uit (Ipy HaTH4HK) OCYIIECTBIISIETCS] BpayaMu-
T€HETUKaMH KOHCYJIBTaTUBHOTO OTAENeHUs MeHKo-reHeTHIeCKON KoHCynbTauud ['BY3
JIOKB, npu Hanuvuu HanpasieHus 1o dbopme 057-Y, npensapurensuoii 3amucu. padux
paboThl KOHCYNBTATHBHOIO OTAEICHHUS - noHeaenbHUK-IsATHHLIA ¢ 09:00- 17:00. :

13.TlocTanoBKa Ha AuCTIaHCEpHOE HABIIOICHHUE AE€TeH C BBISIBICHHBIMHU BPOXIEHHBIMK
¥ (WIM) HACIEACTBEHHBIMH 3aGONEBAHMSMU 110 KOKIOMY 3a00NeBaHUIO, a TaKKe
JanbHenlIee NUCNaHCepHOe HaboneHue OCYLIECTBIISCTCS CLENMANNCTAME 110 MECTY
KUTENIbCTBA MallMeHTa, a TaKke crneuuanucramu JIOTBY?3 «IKB» ¢ 06ﬂ3aTeJIBHinMH
NCPHOINIECKMMHU  OOCIIEIOBAHUSIMU M KOHCYJIBTAUUSIMH Bpaya-reHeTHka Meauko-

PeHETUYECKOH KOoHCynbTaunu LlenTpa OXpaHbl 3M0POBBSI CEMbH M penpoaykuuu [BY3
JIOKB.




