(denepanbHoe rocyrapcrBeHHoOe 0I0ZKETHOE YUpeKIeHue
«HaunoHaJbHBIA MeIUIIUHCKUN MCCJIeI0BATEIbCKUI LIEHTP OHKOJIOTHH
umenu H.H. bioxuna» Munucrepcrsa 3apaBooxpanenus Poccuiickoit denepauuu
(®I'bY «HMMUII orxomoruu um. H.H. brnoxnna» Munzapasa Poccum)

Mockga, Kamupckoe miocce, 1. 24, 115478, ten. (499) 324-5758, daxc (499) 323-5444,
e-mail: otdplan@ronc.ru, caidt http://www.ronc.ru/OKI1001897624; OT'PH 1037739447525;

WHH 7724075162; KIIIT 772401001

AHHOTALIA
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26 3.e./936 yacos

]_[CJ'IB JAUCHUITIIMHBI

[ToxroroBka KB (DUITUPOBAHHOTO Bpaya-reHeTHKa,
00J1a1ar0IIETO CUCTEMOM YHUBEPCATbHBIX, MPO(ECCHOHATBHBIX
KOMIICTEHITUH, CIIOCOOHOTO U TOTOBOIO JJII CaMOCTOSATEILHOM
npod)eCCHOHANTBHOM JIEATEIbHOCTH B YCIIOBHUSX IEPBHYHOMN
MEJIUKO-CAaHUTAPHON TOMOIIM; CIECHHATU3UPOBAHHON, B TOM
YHCJIE BRICOKOTEXHOJIOTUYHOMN, MEIUITMHCKOM ITOMOIIIH.

3amaun JUCIIAIIINHEL

dopmupoBanre 0a30BbIX, (YHIAMEHTAIBHBIX METUITTHCKUX
3HaHu 10 cnenuanbHOocTH 31.08.30 I'eHeTwka; moAroTroBKa
Bpava-reHeTHKa, OO0JIaalomero KIMHUYECKUM MBIIIICHUEM,
XOPOIIIO OPUEHTHPYIOIIETOCS B CII0KHOW MATOJIOTHH, UMEIOIIETO
yIIyOJICHHBIE 3HAHWS CMEXHBIX JHCIHILINH; (OPMUPOBAHUE
YMEHHI B OCBOCHUU HOBEHIIINX TEXHOJOTUI U METOAUK B cdepe
CBOMX  TPOPECCUOHATBHBIX  HMHTEPECOB;  (opMHpOBaHWHE
KOMITETEHIIMI Bpaya-reHeTHKa

MecTo pucuunINHLL B

CTPYKType
PYKTYD . bazopas gacts bioka 1 «uciuminab

00pa3oBareIbHOM

POrpaMMbI

dopMHupyeMbIe
PMHUPY VK-1, VK-2, TIK-1, TTK-4, TIK-5, TIK-6, TTK-7, TTK-9

KOMITCTCHITH

Pe3ynbratet OCBOCHMS | 3HATH:

JUCITUTLINHBI — MeTonoNoruio CHCTEMHOTO TTOX0/Ia TIPH aHAIN3E TOCTHKEHUH B

00JIaCTH METUITMHBI M (hapMallii;

— IlpyHIMNIBI OpraHu3alMy IPOLIECCA OKAa3aHUS MEIULIMHCKOU
MOMOLIM M METO/bl PYKOBOJCTBA PabOTOM MIIAJILIETO U CPEAHETO
MEIMIMHCKOTO TiepcoHana. OCHOBBI KOH(IMKTOIOTUM M yMEeT
paspemars KOH(IMKTbI BHYTPH KOMAaHJIIbl MOpPaJIbHO-3THYECKHUE
HOPMBI, IPaBUJIa ¥ IPUHIMIIBI TPO(EeCCHOHATHHOTO BpaueOHOTO
NOBEJICHUs, IpaBa MAalMeHTa W Bpaya, ITHUUYECKUE OCHOBBI
COBPEMEHHOTO MEIUIIMHCKOTO 3aKOHO/ATEIbCTBA; O0s3aHHOCTH,
paBa, MECTO Bpaya B OOILNECTBE; OCHOBHBIE OSTHUYECKUE
JIOKYMEHTBI MEKIYHApOJHbIX OpPraHU3alUN, OTEYECTBEHHBIX
MEXTyHapOAHBIX Ipo¢eCCHOHAIBHBIX MEIUIMHCKUX
accoIanmi;

— IlpuHIMNBI OCYIIECTBIEHUS CKPHUHUHIOBBIX NPOTpaMM C
LEJIbI0  PAHHETO  BBIABJICHHUS  BPOXKIEHHBIX W (WIH)
HACJIC/ICTBEHHbIX 3a0oieBaHuil. MenuIuHCKHE MOKa3aHus K
7a00paTOpHBIM M MHCTPYMEHTAJIbHBIM  MCCIEOBAHHSIM




MAIMEHTOB U3 TPYTI PUCKA, BHISBICHHBIX MPU CKPUHHUHTE, B TOM
quclie CKpUHUHTEe OEpeMEHHBIX Ha BPOXKIEHHBIE IOPOKH
pa3BUTHS W XPOMOCOMHBIC AHOMAJIHWH Yy IUIOJIA, MAacCOBOM
o0creoBaHMM HOBOPOXICHHBIX JIeTell Ha HacleJACTBEHHbIE
3a00JIeBaHMs, TPEUMILIAHTAIIHOHHOM CKPHHHHTE B TIpOTpamMmax
BCIIOMOTaTeNIbHBIX PENPOIYKTUBHBIX TEXHOJIOTUH, a TaKxke
00CJIETOBaHUM YJICHOB CEMbH TAIMEHTOB C YCTaHOBICHHBIM
IUarHO30M  BpPOXKACHHOrO W (WiIM)  HACJIEICTBEHHOTO
3a00NIeBaHUs, a TaKKe 3I0POBBIX JHI C TIOJO3PCHHEM Ha
HOCHUTENILCTBO MATOTEHHBIX MyTaluuid B reHax. [IpuHIUIIBI
JUCTIAHCEPHOTO HAOIOICHHS 32 TAIIMEHTaMU C BPOXKICHHBIMH H
(wn) HaclIeACTBEHHBIMHU 3aboseBaHusMH. DOpPMBI U METOIBI
CaHUTAPHO-TIPOCBETUTEIHHOW pabOThl Cpeau MAlUeHTOB W
YJIEHOB MX CEMbHM, MEAMIIMHCKHX pPaOOTHUKOB IO BOIPOCAM
npOoQUIAKTUKYA  BPOXKICHHBIX W (WJIM)  HACIEIACTBEHHBIX
3aboneBanuii. MKb, MK®;

— IlpaBunma odopmiueHuss METUIIMHCKONW TOKYMEHTAIlMUd B
MEAMIMHCKUX OpraHU3alUsiX, OKa3bIBAIOUINX METUIIMHCKYIO
IIOMOIIIb MalnreHTaM c BPOXJAECHHBIMHU u ()
HACJICJACTBEHHBIMH 3a00JIEBaHUSAM, B TOM 4uHciIe B (opme
ANIEKTPOHHOTO  JOKyMeHTa. [lpaBmia aHanmmM3a  MEIHKO-
CTaTUCTUYECKUX IOKa3aTeliel 3a00JeBaeMOCTH, UHBAIUIHOCTH
U CMEpPTHOCTH TAIMEHTOB C BPOXICHHBIMA U (WJIH)
HACJIEICTBEHHBIMU 3a00JIeBaHUSIMH, B TOM YHCJIE B paMKax
MOHHTOPUHTA BPOXKIEHHBIX MOPOKOB pasutus. lIpaBuia
BEJCHUSI PETUCTPOB IO BPOXKICHHBIM IOPOKAM Pa3BUTHS,
BPOXKJICHHBIM W (WJIM) HACJIECICTBEHHBIM 3a00JICBAaHHUSIM, B TOM
quclie B paMKax MOHUTOPUHTA BPOXKIIEHHBIX MOPOKOB Pa3BUTHUSL.
[TpaBuiia paboTHl B METUIIUHCKUX MH(DPOPMALMOHHBIX CHCTEMAX
1 MH(OPMAIIMOHHO-TEJIEKOMMYHHUKAIIMOHHOM ceTH «HTepHeTY,
B TOM 4YHCIie MH(POPMAIMOHHBIX CHCTEMax 1O BPOXICHHBIM H
(W)  HACNEICTBEHHBIM  3a00JICBaHMSIM W BapHaHTaM
nocnenoarenbHoct JJHK;

— Amnaromuto, (HU3HOJOTHUIO B3POCIBIX M JIETEH B HOpPME, MPHU
BPOXKJICHHBIX U (WJIM) HACIEICTBEHHBIX 3a00JIEBAHUSX, OCHOBBI
AMOpHONOTUU U TepaTtonoruu. OOmme BOMPOCH OpPraHU3aIud
MEIMIIMHCKOM TMOMOIIM IMAlMEeHTaM C BPOXICHHBIMU U (WJIH)
HACJIEICTBEHHbIMU  3a0oneBaHusMU.  llopsaok — okazaHus
MEIMIIMHCKOM TMOMOIIM TMAlMEeHTaM C BPOXICHHBIMU U (WJIH)
HaCJIECTBEHHBIMU 3a0oneBaHusiMU. CTaHAapThl MEPBUYHOM
CIEeIUaTU3UPOBAHHON MEJUKO-CAaHUTAPHON IIOMOIIH,
CHELMATN3UPOBAHHON, B TOM YHCJE BBICOKOTEXHOJIOTMYHOM,
MEIMIIMHCKOM TIOMOIIM HAacelIeHWI0 B cdepe OKa3aHus
MEJMIIMHCKOM TMOMOIIM TMalMeHTaM C BPOXKICHHBIMU M (WJIH)
HACJICICTBEHHBIMU 3a00JICBaHUSAMHU. DTHOJIOTHIO M IaTOTCHE3,
MOJIEKYJISIPHBIE  OCHOBBI, MAaTOMOP(OJIOTHIO, KIMHUYECKYIO
KapTUHY, KIaCCU(PHUKALNIO, TUATHOCTHKY U TU(PepeHITHATBHYIO
JTUArHOCTUKY, OCOOCHHOCTH TEUEHUS] M HWCXOIbl, HPUHLHUIIBI
JICUEHUS] BPOXKIACHHBIX M (WJIM) HACJIEICTBECHHBIX 3a00JCBAaHUI U
WX OCJIO)KHEHHMH C yY4E€TOM BO3PACTHBIX 0COOCHHOCTEH. OCHOBBI
TCHETUKH YeJIOBEKa: TUIIhl HACJICIOBAHUS BPOXKICHHBIX U (W)
HACJIEJICTBEHHBIX 3a00JieBaHUll; TUIIBI MYTallMOHHBIX




U3MEHEHUH TeHOMa, HuX Kilaccupukanuio. TepMUHOIOTHIO
OMMCAHNUA MUKPOAHOMAIHMH U BPOXKICHHBIX TTOPOKOB PAa3BUTHS Y
gyenoBeKa.  [IpUHIMIBI  TEHEANOTWYECKOro  aHaiM3a |
omnpeeNeHus] THUMAa HAcleAOBaHUS BPOXKACHHOTO U (WJIN)
HACJIC/ICTBEHHOTO  3a0oneBanus. llepeueHbp 1abopaToOpHBIX
UCCJIEIOBAHUNA Il JUArHOCTUKU BPOXKIEHHBIX U (WJIN)
HACJICJICTBEHHBIX 3a00JIeBaHUM, BKIIOYAsl ITUTOTCHETHYECKUE,
MOJIEKYJISIPHO - LUTOT€HETUYECKUE, MOJIEKYJISIPHO-
TCHETUYECKHE, OHMOXMMHYECKHE  METOIbl  HCCIEIOBaHUM,
MEIMIIMHCKHE TOKa3aHWs K MX Ha3HayeHuto. [lpuHuummnsl
WHTEPIIPETAlMHA PE3yJILTATOB JTA00PATOPHBIX HUCCIEIOBAHUN B
HeNsIX ~ yCTaHOBJIEHHMA  W(WIM)  YTOYHEHUS  JHUarHosa
BPOXKJICHHOTO ¥  (WJIM) HACIEIACTBEHHOTO  3a00JeBaHUS.
MenuuuHcKre MoKa3aHusi 1 MEAUIIMHCKIE MPOTUBOMOKAa3aHUs K
HCTIOJIb30BAaHUIO HHCTPYMEHTAIBHBIX 00CIIEOBaHUN MAIIMEHTOB
B IEJIX YCTaHOBIEHUS M (WIM) YTOYHEHHs JIUarHosa
BPOXKJICHHOTO U (WMJIM) HACJIEICTBEHHOTO 3a00JI€BaHUS C YIETOM
BO3pAaCTHBIX  OCOOEHHOCTEH. METOIMKM  TOJIrOTOBKH K
nabopaTopHbIM W MHCTPYMEHTAJIbHBIM  HMCCIIEIOBAHUSIM
MAIMEHTOB B LIESIX YCTAHOBJICHUS M(WUIM) YTOUHEHUS TUarHo3a
BPOXKJICHHOTO ¥  (WJIM) HACIEIACTBEHHOTO  3a00JieBaHUS.
Kinuanueckne pexoMeHmanuu — (MPOTOKOJBI  JICUEHHUS) IO
BOMPOCaM OKa3aHWs MEIWIIMHCKON TIOMOIIM TMAaIlUeHTaM C
BPOXKJIEHHBIMU H (WJIM) HACJICACTBCHHBIMH 3a00JICBaHUSMU.
OCHOBBI MCOUIIMHCKOM STHKH M ACOHTOJOTHH, KIMHUYCCKOMN
ncuxonoruu.  MKB  (Mexnynapomnas — kiaccudukaius
(YHKIIMOHUPOBAHUS, OTPAHUYCHHUHA IKUZHEACITEILHOCTH U
310poBbs (nanee - MK®D);

— Metonuku MOJITOTOBKH K n1abopaTOpHBIM u
MHCTPYMEHTAJILHBIM ~ UCCJIEIOBAHUAM JJIi Ha3HAueHUs W
MOHHTOPHUHTA TATOTEHETHYECKOTO0 JICUCHUS TAIMEHTOB C
BPOXKJIEHHBIMU H (WJIM) HACJICACTBCHHBIMH 3a00JICBaHUSMU.
HeotnoxHbIE COCTOSIHHS, BBI3BAHHBIC BPOXKICHHBIMU U (HLIH)
HACJIEICTBEHHBIMU 3a00JIEBaHUSIMU, U OKa3aHUE MEIAUIIMHCKOM
nomoiy npu Hux. MKb, MK®;

— llopsimok okazaHus MEIUIMHCKOM IMOMOIIM TMalMeHTaM C
BPOXKJICHHBIMU W (WJIM) HACIEACTBEHHBIMH 3a00JICBAHUSIMH.
Crangaptbl MEPBUYHOMN MEJIMKO-CaHUTapHOI TIOMOIIIH,
CIEHMAIIM3UPOBAHHON MEIHUIIMHCKOM TMOMOIIM TMAalUEeHTaM ¢
HACJICACTBEHHBIMH W (WJIM) BPOXIACHHBIMH 3a00JICBAaHUSMU.
[TpuHIMITEI TEHEeaTOTHYeCcKOr0 aHalu3a; MpaBWIa U CHUMBOIIBI
mas rpadudeckoro  M300paKeHHWS  TEHEAJIOTHH,  THIIBI
HACJICIOBAHUS  BPOXKIEHHBIX W  (MJIM)  HACIEICTBEHHBIX
3a0oneBanuii. [IpuHIMOBI  pacueTra pucka  TMOBTOPEHUS
BPOXKJICHHOTO U (WJIM) HACIEACTBEHHOTO 3a00JICBaHUS B CEMBE C
y4eTOM THUIA HacJeIOoBaHMWSA. MeTompl TpeHaTalbHOW |
MPEUMIUIAHTAIIHOHHOW UArHOCTUKH BPOXKICHHBIX U (WJIH)
HACJIEJICTBEHHBIX 3a00JIeBaHUM, MEIUIIMHCKHE I[IOKa3aHUs M
MEIMIIMHCKHE  TPOTUBOMOKA3aHWS K WX  [PUMEHECHHIO.
Oco0OeHHOCTH ~ MEOUKO-TE€HETUYECKOrO0  KOHCYJIBTHUPOBAHUS
MAIMEHTOB U3 TPYTI PUCKA, BHISIBICHHBIX MPU CKPUHHUHTE, B TOM
quclie CKpUHUHTEe OEpeMEHHBIX Ha BPOXKIEHHBIE TOPOKH




pa3BUTHS W XPOMOCOMHBIC AHOMAJIHWHM Yy IUIOJIA, MAacCOBOM
o0creoBaHUM HOBOPOXICHHBIX JIeTell Ha HacleJCTBEHHbIE
3a00JIeBaHMs, TPEUMILIAHTAIIHOHHOM CKPHHHHTE B TIpOTpamMmax
BCIIOMOTaTeNIbHBIX PENPOIYKTUBHBIX TEXHOJIOTUH, a TaKxke
YJICHOB CEMbU TAIMCHTOB C YCTAHOBICHHBIM JHATHO30M
BPOXKJIEHHOTO U (WJIM) HACIEACTBEHHOTO 3a00JICBaHMS, a TaKKe
3IOPOBBIX JIMII C TOAO3PEHHEM Ha HOCHUTEIHCTBO IMATOTCHHBIX
MyTalMii B TeHax. [IpuHUWNBI MEIUIMHCKOM HSTUKH H
JICOHTOJIOTUH;

— Knunnueckue pexoMmeHganuu (IPOTOKONBI JIEUEHHS) IO
BOMPOCAaM OKa3aHWs MEIWIIMHCKON TIOMOIIM TMAaIlMeHTaM C
BPOXKJIEHHBIMU H (WJIM) HACJICACTBCHHBIMH 3a00JICBaHUSMU.
OCHOBBI ~ MEAWIIMHCKOM  peadWIuTaluyd  MalUeHTOB ¢
BPOXKJIEHHBIMU ¥ (WUJIM) HACJICJICTBEHHBIMU 3a00JICBaHHUSIMH, B
TOM 4YHCJIE TPHU pealn3alud WHIUBUAYATHHOW MPOrpaMMBbI
peabunuTanyy  WiIKM  a0WIWTAlMKd  WHBAIUAOB. MeTosl
MEIMIIMHCKON peaduiIuTanuyu TAlMeHTOB C BPOKICHHBIMU H
(W) HACNEICTBEHHBIMU 3a00JICBaHUSMHU, B TOM YHCIE TIPH
peanu3ai WHAUBUIAYAIBHON MPOrpaMMbl peabUIUTAIINY WITH
abunmuTanuy  MHBAIMAOB. MeOuUIMHCKUE  TOKa3aHUsi W
MEMIIMHCKIE TTPOTHUBOMOKA3aHUS K TPOBEACHUIO MEIUIIMHCKOM
peadmiIHuTaIlMi  TMAIMeHTOB C  BPOXKIECHHBIMH H  (WIN)
HACJICICTBEHHBIMHU 3a00JIeBaHUSIMH, B TOM qucle
WHAMBUAYAIbHONH MpOrpaMMbl peabWIMTaluud U aOWIUTalUH
WHBATHIOB. MeIWIMHCKUE TOKa3aHUsl s HalpaBJICHUS
MAlMEHTOB C BPOXKIACHHBIMU M (WJIHM) HAaCIEICTBEHHBIMU
3a00JIeBaHUSIMU K BpavyaM-CHEIHaTIuCTaM JJii Ha3HAYCHUS
MEpOTIPUATHA  MEIUIIMHCKOM  peaOWiIuTaluu, CaHaTOPHO-
KypOpPTHOTO JICYCHHS, B TOM 4YHCJIE€ TPU peaTu3aliu
MHAMBUIYAIbHON MPOrpaMMbl peaOWINTaluy WK aOUIUTAUU
uHBAMHIO0B. CnocoObl TPEeNOTBpAICHUS WU YCTPAHCHHUS
OCJIOXKHEHUH, TOOOYHBIX ACHCTBUHN, HEXKEIIATEIbHBIX PEAKIINM, B
TOM YHCJIE€ CEPbE3HBIX W HEMPEIBUICHHBIX, BO3HHUKIINX B
pe3ynabTaTe MEpONpUATHH 10 MEIULMHCKOW peaduIuTanun
MAIUEHTOB C BPOXKIACHHBIMU © (WJIHM) HACIEICTBEHHBIMH
3aboneBanusaMu. MK®;

Ymern:

—Kputuuecku u CHUCTEMHO aHAJU3UPOBATh JOCTHUIKEHUS B
o0J1acTi MEUIMHBI U (hapMaIii;

—QOpraHu3oBbIBaTh MPOLECC OKA3aHUS MEIUIUHCKOW IMOMOIIH,
PYKOBOJHMTHh U KOHTPOJIUPOBATH PabOTy MIIAJIIIIETO U CPETHETO
MEAMIIMHCKOrO MEepPCOHaa; MOTUBUPOBATh M OLIEHUBATh BKJIAJ
KOKJIOTO WICHa KOMaHIbl B  PE3yJIbTaT  KOJJICKTUBHOM
JeSTeNIbHOCTH; 3alllUIlaTh TpakJaHCKUE TIpaBa Bpauel u
MAIMEHTOB PA3JIMYHOTO BO3PACTa;

—Ha3snauath ¥ OCYIIECTBIATH KOHTPOJIh A(H(HEKTUBHOCTH
MEpPONPUATHHA 1O MNPOPMIAKTUKE BPOXKICHHBIX M (WJIH)
HACJIEJICTBEHHBIX 3a00JIEBaHUN B COOTBETCTBUHU C IMOPSIKAMU
OKa3aHUs MEIUIIMHCKOM TTOMOIIIH, KITMHUYECKUMU
peKOMEHIausIMH  (TIPOTOKOJIAaMH ~ JICYCHHS]) TI0  BOIpOCcam
OKa3aHWS MEIUIIMHCKOM TIOMOIIM, C YYEeTOM CTaHJapTOB
MeOUITTHCKON TIOMOIIIY. OcCynecTBISITh OpraHu3alxio




CKpUHUHIa Ha BpOXACHHbIE U (WIM) HaCIEIACTBEHHBIC
3a00eBaHus, B TOM UYHCIE CKpPUHMHTa OEpEeMEHHBIX Ha
BPOXK/ICHHBIC TIOPOKU PAa3BUTHS M XPOMOCOMHBIC AHOMAIHH Y
U102, MaccoBOro oOcieloBaHMs HOBOPOXKACHHBIX JAETeld Ha
HACJIC/ICTBCHHBIE 3a0oeBaHus, MPEUMILTAHTAI[HIOHHOTO
CKPUHHMHTA B MPOTrpaMMax BCIIOMOTaTeIbHBIX PEMpPOIYKTUBHBIX
TEXHOJIOTHIA, a TaKKe 00CIIeIOBAaHNS YICHOB CEMbHU MAIIEHTOB C
YCTAHOBJICHHBIM  JTUArHO30M  BPOXKIAEHHOTO ©  (WIH)
HACJICICTBEHHOTO 3a0O0JIieBaHUS W  370POBBIX  HOCHUTENEH
MaTOreHHbIX MyTanuil B reHax. OmnpenensTh MEAUIMHCKHE
NOKa3aHUus K  TPOBENCHHIO  JabopaTOpHBIX U (WIIH)
MHCTPYMEHTAJIbHBIX MCCIIEIOBAaHUI MAaMEHTOB U3 IPYI PHUCKa,
BBISIBJICHHBIX TIpU CKPUHHMHTE, B TOM 4HCIE CKPUHHUHTE
OepeMEeHHBIX Ha  BpPOXKIACHHBIE  TOPOKH  pa3BUTHUS U
XPOMOCOMHBIE aHOMAJIMU Y III0Ja, MacCOBOM OOCIeIOBaHHUH
HOBOPOX/ICHHBIX JeTel Ha HacJeICTBEHHbIe 3a00JieBaHus,
MPEUMITIAaHTAIIHOHHOM CKpUHUHTE B nporpaMmmax
BCIIOMOTaTeIbHBIX PENPOAYKTUBHBIX TEXHOJIOTH, a TaKKe MpH
00CJIeTOBaHUM YJICHOB CEMbH TMAIMEHTOB C YCTaHOBICHHBIM
IMAarHO30M  BpPOXKACHHOrO0 W (WiIM)  HACJIEICTBEHHOTO
3a00NIeBaHUs, a TaKKe 3I0POBBIX JHI C TIOJO3PCHHEM Ha
HOCHUTENILCTBO TIAaTOTEHHBIX MyTanuii B TeHax. [IpoBoauThb
JTUCTIAaHCEpHOE HAONIO/ICHUE TMAllMeHTOB C BPOXKIACHHBIMU U
(vm) HaCJIEACTBEHHBIMH 3a00JICBaHUSIM. [TpoBomuTH
CaHUTAPHO-TIPOCBETUTEIBHYIO pabOTy Cpeau MMalUeHTOB W
YJIEHOB MX CEMbHM, MEAMIIMHCKHX pPAaOOTHUKOB IO BOIPOCAM
npoQUIAKTUKKA  BPOXKICHHBIX W (WJIM)  HACIEIACTBEHHBIX
3a0oneBanuii. B3anMozeiicTBOBaTh ¢ BpavyaMu-CHEIIUATUCTaMU
o  BoOmpocaM  MNPO(UIAKTUKM  BPOXKICHHBIX U (WJIH)
HACJIEJICTBEHHBIX 3a00J1eBaHUN

—CocraBidaTe miaH paboTel U OTY4ET O pabore. 3aMONHATH
MEJMIMHCKYIO JTOKYMEHTaluilo, B TOM 4YHClIe B Qopme
AIIEKTPOHHOTO JOKYMEHTAa, M KOHTPOJIHMPOBATH KAuyeCTBO €€
BefeHus.  [IpoBoauTh  aHamU3  MEIUKO-CTaTUCTUYECKUX
nokaszaTeniell 3a00JeBacMOCTH, WHBAIUTHOCTH W CMEPTHOCTH
MAlMEHTOB C BPOXIACHHBIMU M (WJIHM) HAacIEICTBEHHBIMU
3a00NIeBaHUSIMU, B TOM UHCI€ B paMKax MOHUTOPHUHTA
BPOXK/ICHHBIX MOPOKOB pa3Butus. [IpoBoauth cOOp AaHHBIX U
BEJICHHE PETUCTPOB 10 BPOXKICHHBIM IMOPOKAM Pa3BUTHS,
BPOXKJIEHHBIM W (WJIM) HACJIEACTBEHHBIM 3a00JI€BaHUSAM, B TOM
qrclie B paMKax MOHUTOPUHTA BPOXKIEHHBIX MTOPOKOB Pa3BUTHSL.
Hcnonp3oBaTh MeTUIIMHCKUE HWHGOPMAIIMOHHBIE CHCTEMBI U
WH(POPMAITMOHHOTEIEKOMMYHUKAITMOHHYIO ceTh «HTepHeT», B
TOM 4YHUCJIE€ HH()OPMALMOHHBIE CUCTEMBI IO BPOXKICHHBIM U
(wmu)  HACNENCTBEHHBIM  3a00JIEBaHUSM W BapHaHTaM
nocienoBarenpbHocT  JIHK.  Mcmonms3oBate B pabote
MEPCOHANBHBIE TAHHBIC TAIIMEHTOB U CBEICHUS, COCTABISIONINE
BpaueOHYIO TalHY;

—QOcymecTBisaTs cOOp kanod, aHaMHe3a OONE3HW U JKU3HH,
CEeMeITHOro aHaMHe3a MAallMeHTOB B IIeJIAX YCTAaHOBJICHUS U (WJIH)
YTOYHEHHUS JTMAarHO3a BPOXKIECHHOTO W (WMJIM) HACIEACTBEHHOTO
3aboneBanus. [IpoBoauTh (HU3MKATBHBIII OCMOTp TMAIIMEHTOB B




[EeNsIX  yCTaHOBICHWS W (WIU) YTOYHEHHs]  JMarHo3a
BPOXKIEHHOTO W (WJIM) HACIEACTBEHHOTO  3a0o0JIeBaHUSI.
OneHnBaTh HAaTUYKME Yy TMAIMEHTOB MPU3HAKOB BPOXKICHHBIX H
(w) HacIEACTBEHHBIX 3a00NeBaHWUN W  OMHCHIBATh WX,
UCTIOJb3YSI TEPMUHOJIOTHIO OMUCAHUS BPOXKICHHBIX aHOMAIUN U
MOPOKOB  pa3ButTus. MHTeprpeTnpoBaTh U aHAIU3UPOBATH
uHPOpMAIMIO, TONYYEHHYI OT TMAIUMeHTOB, B  IEJIX
YCTaHOBJECHUS U (WJIM) YTOUHEHUS JAMAarHo3a BPOXKICHHOIO U
(nm) HACJIEACTBEHHOI'O 3a00JIeBaHus. [IpoBoauTH
TEeHEAIOTMYECKUM aHajlu3 Ha OCHOBAaHMU CEMEWHOI0 aHaMHe3a
MAIMEHTOB B LIEJISX YCTAaHOBICHUS U (MJIM) YTOUHCHHSI TUArHO3a
BPOXKJIEHHOTO ¥ (WJM) HACIEACTBEHHOTO 3a00JIeBaHMs ISt
OTpeNeieHHs] THUIA HacienoBanusi 3aboneBanus. OlEHUBATH
aHaTOMO-(YHKIIMOHAIBHOE COCTOSHUE OpPraHOB U CHCTEM
OpraHM3Ma y TMalUeHTOB B IIeNAX YCTAaHOBICHUS W(WJIH)
YTOUYHEHHUSI JTMarHo3a BPOXKIEHHOTO U (MJIM) HacleZCTBEHHOTO
3a0oneBanus. HTEpIpeTUpOBaTh U aHATTU3UPOBATH PE3YIbTATHI
¢u3ngecKoro ocMoTpa (Mmajablamus, MePKyCcCusi, ayCKyIbTaIlHs)
MAIMEHTOB B LIEJISX YCTAaHOBICHUS U (MJIM) YTOUHCHHSI TUArHO3a
BPOXKIEHHOTO W (WJIM) HACIEACTBEHHOTO  3a0o0JIeBaHUSI.
[Tonmp30BaThCsl AMTOPUTMOM YCTAHOBIICHUSI TMPEABAPUTEIHLHOTO
JIUarHo3a, KJIMHWYECKOro JIMarHo3a U 3aKIIOYUTEBHOTO
nuarHo3a. OG0CHOBBIBATh U IUIAHUPOBATH 00BEM J1a00PATOPHBIX
UCCIIeIOBAaHUN (BKJIIOYasi OMOXMMHYECKHE, IIUTOT€HEeTHYECKHe,

MOJIEKYJISIPHO-IIUTOI €HETUUECKUE u MOJIEKYJISIPHO-
TeHETHYECKUE WCCIIEIOBAHUS) u MHCTPYMEHTAJIBHBIX
UCCJIEJOBAHUI (BKirOUAs yIBTPa3ByKOBBIE,
ANIEKTPO(PU3UOTIOTHUECKHE, PEHTI€HOJIOTHYECKHE

UCCIICIOBAHUS, KOMIIBIOTEPHYIO TOMOTpaduio, MarHUTHO-
pPE30HaHCHYI0 ToMOTpaduio) B IEIAX YCTAHOBICHUS M (WUIIN)
YTOYHEHHUS JTMAarHO3a BPOXKIECHHOTO W (WMJIM) HACIIEACTBEHHOTO
3a0ofeBaHUsI B COOTBETCTBHUM C TMOPSAKAMH  OKa3aHUSA
MEIMIIMHCKOM TIOMOINHM, KIMHUYECKUMHU PEKOMEHIAIUSIMH
(mpoToKoONIaMHu JIEYeHHs) 10 BOIPOCAM OKa3aHHsI MEIULIMHCKON
MOMOIIH, C YYETOM CTaHAApTOB MEAWIIMHCKOM ITOMOIIIH.
WuTepripetupoBath u aHAJIM3UPOBATh pe3yabTaThl
1ab0paTOPHBIX M HHCTPYMEHTATBHBIX HCCIEAOBAHUN MAIIHEHTOB
B IEJIX YCTaHOBIEHUS M (WIM) YTOYHEHHs JIUarHosa
BPOXKJICHHOTO ¥  (WJIM) HACIEIACTBEHHOTO  3a00JieBaHUS.
O60CcHOBBIBaTE HEOOXOAMMOCTH HANpaBiICHUS MAIMEHTOB B
[EeNsIX  yCTaHOBICHWsS W (WIU) YTOYHEHHs]  JHarHo3a
BPOXKIEHHOTO ¥ (WJM) HACJIEICTBEHHOTO 3a00ieBaHUs Ha
KOHCYJIbTAllUM K BpayaM-CIICUAIUCTaM B COOTBETCTBUU C
MOpSAIKaMU OKa3aHUsl MEIUIIMHCKOW MOMOINU, KIMHHUYECKUMHU
peKoMeHIauMusIMH  (MPOTOKOJIIAMHM  JIEYEHHs])) 1O  BOIpocam
OKa3aHUs MEIUIMHCKOW TIOMOIIM, C YYETOM CTaHJapTOB
MEIMIIMHCKOW momonnu. VHTepnpeTupoBaTh U aHATH3UPOBATH
pe3yabTaThl MEAULMHCKOTO OCMOTpPa BpadyaMU-CIICHHATUCTaMU
MAIMEHTOB B LIEJISX YCTAaHOBICHUS U (MJIM) YTOUHCHHSI TUArHO3a
BPOXKIEHHOTO W (WJIM) HACIEACTBEHHOTO  3a00JIeBaHUSI.
[TpuMeHSTh MPU METUIIUHCKOM OCMOTpPE MAalMEHTOB B IEJSAX
YCTaHOBJECHHUs] M (WJIM) YTOUHEHUS! JAMarHo3a BPOXKICHHOIO U




(vnm) HACNIEICTBEHHOTO 3a00JIeBaHUS MEIUIIMHCKUAE H3/ICTHUS B
COOTBETCTBUM C MOPAJKAMHU OKa3aHUS MEIUIMHCKOW MOMOIIIH,
KIIMHUYECKUMHU PEKOMEHIAIMSIMH (IIPOTOKOJIIAMHU JICYCHHSI) IO
BOMPOCAaM  OKa3aHUS MEAMLMHCKOM TMOMOUIM, C YYEeTOM
CTaHIIapPTOB MEIUIIMHCKOM TTOMOIIIH, obecreynBaTh
0e30MacHOCTh HMX MPHUMEHEHHUS. BBIBIATH KIMHUYECKHE
CUMIITOMBI ¥ CHUHJPOMBI y TIAIICHTOB B LIESAX YCTAHOBJICHHS U
(W)  yTOYHEHHWs  JWAarHO3a  BPOXKACHHOTO W (WJIN)
HACJICICTBEHHOTO 3a00JICBAHMS;

—Pa3zpalatpiBaTh IM1aH MAaTOT€HETHUUYECKOro JICUEHUs MAllMEeHTOB
C BPOXKIACHHBIMHU U (WJIM) HACIEACTBEHHBIMH 3a00JIEBAHUSIMU C
y4eTOM JMarHo3a, BO3pacTa U KJIMHUYECKOW KapTUHBI, B
COOTBETCTBHH C TMOPSAIKAMHU OKAa3aHUS MEIUIIMHCKOW MOMOIIIH,
KIIMHUYECKUMHU PEKOMEHJAIMSAMH (IIPOTOKOJIAMHU JIEYEHHSI) MO
BOMIPOCAaM  OKa3aHUs MEAWIMUHCKOM TOMOIIM, C YYEeTOM
CTaH/IapTOB MeIUIMHCKOW moMoInu. Ha3zHauaTh jexapcTBEHHBIE
mpemaparbl, B TOM 4Yucie OpQaHHbIE, MEIUIIMHCKUE W3S,
neyeOHOE THUTAHHWE TAIMEeHTaM C BPOXACHHBIMH U (WJIH)
HACJICICTBEHHBIMU  3a00JIEBaHUSIMU B COOTBETCTBHH  C
MOpSAIKaMU OKa3aHUsl MEIUIIMHCKONW MOMOINU, KIMHHUYECKUMHU
peKoMeHIauMusIMH  (MPOTOKOJIIAMHM  JIEYEHHs])) 1O  BOIpocam
OKa3aHUs MEIUIMHCKOMW TIOMOIIM, C YYETOM CTaHJapTOB
MEIMIIMHCKOW  momomnt.  OpraHu3oBBIBaTh  HAOIIOJCHHE
MAlMEHTOB C BPOXIACHHBIMU M (WJIHM) HAacIEICTBEHHBIMU
3a00JIeBaHUSAMH, TOMYYAIONINX IMaTOTCHETUYECKOE JICUCHUE, B
COOTBETCTBUM C MOPAJKaMU OKa3aHUS MEIULMHCKOW MOMOIIIH,
KIIMHUYECKUMHU PEKOMEHIAIMSIMH (IIPOTOKOJIIAMHU JICYCHHSI) IO
BOMPOCAaM  OKa3aHUS MEAMLMHCKOM TMOMOUIM, C YYEeTOM
CTaHIApPTOB  MeauiuHCKOW moMomu. (OOOCHOBBIBATH |
IUTAHUPOBAaTh 00bEM JIaOOpPAaTOPHBIX M HMHCTPYMEHTAJIbHBIX
UCCIIEIOBaHUN Ui oOecrieueHust KOHTPOJs 3(PPEKTUBHOCTH U
0€30M1acHOCTH  MPOBOJAMMOIO  IMAaTOT€HETUYECKOrO  JICYCHHUS
MAIMEHTOB C BPOXKIACHHBIMU © (WJIM) HACIEICTBEHHBIMH
3a00NIeBaHUSIMU, B COOTBETCTBUU C TOPSAKAMH OKa3aHUSA
MEIMIIMHCKOM TIOMOINHM, KIMHUYECKUMHU PEKOMEHIAINSIMH
(mpoToKONIaMHu JIEYeHHUs) 10 BOIPOCAM OKa3aHHsI MEIULIMHCKON
MOMOIIA, C YYETOM CTaHAApTOB MEAWIIMHCKOM ITOMOIIIH.
WnTeprnpetupoBars pe3yIbTaThI 71a00paTOPHBIX u
WHCTPYMEHTAIBHBIX  HCCICIOBAaHHWH,  TMPOBOJUMBIX  JUIS
obecrieueHrss KOHTPOJsA dA(PPEKTUBHOCTH UM  OE30MaCHOCTH
MPOBOJMMOTO  MMATOTCHETUYECKOTO JICUCHHs] TAIMEHTOB C
BPOXKIEHHBIMU W (WIM) HACJIEJICTBEHHBIMU 3a00JICBaHUSM.
OnenuBate 3((HEKTUBHOCT, W 0E€30MACHOCTh MPHUMEHEHUS
JIEKapCTBEHHBIX IpenapaTtoB, B TOM 4ucie oOpdaHHbIX,
MEAMIIMHCKUX W3JENUNA U JICYeOHOTO MUTAHUS y MAlUEHTOB C
BPOXKIEHHBIMU W (WIM) HACJIEJICTBEHHBIMU 3a00JICBaHUSM.
Haznavath HEMEIMKAMEHTO3HOE JIeYeHHe
(dusmnorepaneBTHUECKOE, JIEYCOHYIO (U3KYIBTYPY) MAIMEHTAM
C BPOXICHHBIMHU U (WJIM) HACTIEICTBEHHBIMH 3a00JICBAaHHSIMH B
COOTBETCTBUM C MOPAJKaMHU OKa3aHUS MEIUIUHCKOW MOMOIIIH,
KIIMHUYECKUMHU PEKOMEHIAIMSIMH (IIPOTOKOJIIAMHU JICYCHHSI) IO
BOMNPOCAaM  OKa3aHUS MEAMLMHCKOM TOMOUIM, C YYEeTOM




CTaHIIapPTOB MEIUIIMHCKOM TTOMOIIIH. OnenuBarb
3¢ (HEeKTUBHOCTH U 0€301TaCHOCTh HEMEIUKAMEHTO3HOTO JICUCHUS
(pusnoTepaneBTHUECKOTO, JI€UEOHOH (DU3KYIBTYpHI) HAIIMEHTOB
C BPOXICHHBIMH M (WJIM) HACIEACTBEHHBIMH 3a00JICBAHHSIM.
[IpemoTBpamate WM yCTPAHATh OCJIOXKHEHHUS, MMOOOYHBIC
JIEHCTBUS, HeXellaTelIbHbIe Peakluu, B TOM YHCIIE CEphe3HbIE U
HENPEIBUCHHBIE, BO3HHKIINE B pe3ylbTaTe MPUMECHEHUS
JIEKapCTBEHHBIX IMpernaparoB, B TOM uucie Op(aHHBIX
MEIUIIMHCKHIX U3JICNNH, JeueOHOro MUTaHUS,
HEMEJIUKAMEHTO3HOTO  JieueHUus1  ((pU3HOTEparneBTHIECKOTO,
neueOHON (PU3KYIBTYpHI) Y MAMEHTOB C BPOXKICHHBIMH U (VTN )
HACJIEICTBEHHBIMU 3200JI€BaHUSIMH.

—IIpoBOANTE TEHEATOTMYECKUN aHAINU3, ONPEACISATh THII
HaclleoBaHUsa 3a00JeBaHMsI C  HCIOJb30BAaHUEM JaHHBIX
CEMEHOro aHamHe3a, Pe3yJIbTaTOB OOCIICJIOBAHUS MAIUEHTA U
(unmu) ero poxacTBeHHUKOB. [lonmb30BaThcsi MeTOMaMHM OLEHKU
MPOTHO3a BO3MOXKHBIX BPOXKIEHHBIX U (W) HACIIEJICTBCHHBIX
3a00JIeBaHUI Y TIOTOMCTBA B CEMbSIX MAIUEHTOB C BPOXKIEHHOM
1 (WIM) HACIEACTBEHHOM NATOJOTHMEH, a TakkKe y 3J0POBBIX
HOCHTENEH MaTOreHHbIX MyTalliil B FeHaxX MyTeM pacyeTa pucka
MIOBTOPEHUSI ~ BPOXAEHHOT0 U  (WIM)  HACIEACTBEHHOIO
3a0oneBaHus B cembe. Pa3zpabareiBaTh miaH mporIaKTHIECKUX
MEPONPUIATHA N0 NPEAYNPEKIECHUIO BPOXKIEHHBIX U (WIIM)
HACJIACTBEHHBIX  3a00JieBaHMII B CeMbEe MAIUEHTOB C
BPOXKJICHHBIMU (WJIM) HACIICACTBCHHBIMU 3a00JIeBaHUSMU, a
TaK)Ke Yy 37I0pOBBIX HOCHUTENIEH MaTOreHHBIX MYyTalMil B I'eHax,
BKJIIOYAsl TpEeHATadbHYI W (WIM) NPEUMIUIAHTAIMOHHYIO
JTUArHOCTUKY, B COOTBETCTBHU C TMOPAJIKAMU OKa3aHUS
MEIMIIMHCKOM TIOMOINHM, KIMHUYECKUMHU PEKOMEHIAIUSIMH
(mpoToKONIaMHu JIEYeHHs) 10 BOIPOCAM OKa3aHHsI MEIULIMHCKON
MOMOIIA, C YYETOM CTaHAApTOB MEAWIIMHCKOM ITOMOIIIH.
Onpenenats MeIUIMHCKHE TIOKa3aHUsI K MPeHaTalbHOU U (MIIH)
MPEUMIUIAHTAIIUOHHOW JTMarHOCTUKE BPOXKIECHHOTO U (WJIN)
HacJIeICTBEHHOro 3abonieBanusi. [lonb3oBaThcsi  MeTOAaMHU
OKa3aHWS  T[ICHUXOJOTMYECKOW  TIOMOIIM  TAIMeHTy ¢
BPOXKJIEHHBIMU W (WJIM) HACJIEICTBEHHBIMU 3a00JICBAaHUSIMH M
(Ww1M) wiIeHaM €ero CEeMbU, a TakKXKe 3J0POBBIM HOCHUTEISIM
MaTOT€HHBIX MYyTallMi B T€HaX B MPOLECCe MPHUHITHUS PElICHUS
OTHOCUTENFHO HWCIOJBb30BaHHUsI METOJOB JAMATHOCTHKH U
NpOPWIAKTAKA  BPOXKIEHHBIX W (WIM) HACJIEACTBEHHBIX
3aboseBaHuil, BKJIIOYAst IIPEHATaJIbHYIO u (nn)
MPEUMITTIAaHTAIIHOHHYIO JUarHOCTHKY, dbopMupoBaHus
PENPOTyKTUBHOTO MOBE/ICHUSI. [TpoBoauTh METUKO-
reHEeTUYEeCKOe KOHCYJIbTUPOBAHUE MAlMEHTOB W3 TPYII PHCKa,
BBISIBJICHHBIX TIpU CKPUHHMHTE, B TOM 4HCIE CKPUHHUHTE
OepeMEeHHBIX Ha  BpPOXKIACHHBIE  TOPOKH  pa3BUTHUS U
XPOMOCOMHBIE aHOMAJIMU Y III0Ja, MacCOBOM OOCJEeIOBaHHUH
HOBOPOX/ICHHBIX JeTell Ha HacJeICTBEHHbIe 3a00JieBaHus,
MPEUMILIAHTAIIHOHHOM CKpUHUHTE B mporpaMmmax
BCIIOMOTaTeNIbHBIX PENPONYKTUBHBIX TEXHOJIOTUH, a TaKxke
YJICHOB CEMbU TAIMCHTOB C YCTAHOBICHHBIM JHATHO30M
BPOXKJIEHHOTO M (WJIM) HACIEACTBEHHOTO 3a00JICBAHMS, a TaKKe




3IOPOBBIX JIMII C TMOAO3PEHHEM Ha HOCHUTEIHCTBO IMATOTCHHBIX
MyTauuii B  TeHax. PyKkoBOACTBOBaTbCsl  MPUHIUIIAMH
MEJMIIMHCKON STUKU U JACOHTOJOTHH MPH MPOBEACHUU MEIUKO-
TeHETUYECKOTO KOHCYIbTUPOBAHUSI.

—Omnpenensats MEAWIMHCKHE TOKAa3aHUA W MEIUIIMHCKHE
MPOTUBOMOKA3aHUs JJIsi  TMPOBEIEHUS  MEPONPHUATHI IO
MEIMIIMHCKON peaduauTanuu TAlMeHTOB C BPOKICHHBIMU H
(W) HACNEICTBEHHBIMU 3a00JICBaHUSMHU, B TOM YHCIE TIPH
peanu3ani WHANBUIYAIBHON MPOrpaMMbl peabUIUTAIINY WITH
abuIuTallM WHBAIMIOB, B COOTBETCTBUU JICHCTBYIOIIKUM
MOPSIKOM  OpraHW3allid  MEAWIIMHCKOM peadwiuTanud U
MOPSAIKOM  OpraHMU3alMM  CaHATOPHO-KypOPTHOTO  JICUEHUS.
PazpabaTbiBaTh  IUTAH ~ MEPONPUATHH MO  MEAUIIUHCKOM
peabuiIHuTaIlii  TMAlMeHTOB C  BPOXKISCHHBIMH W (WIH)
HACJICICTBEHHBIMU ~ 3a0O0JICBaHUSIMH, B TOM 4YHCIE TMIPH
peanu3any UWHAUBUIYAIbHON MPOrpaMMbl peabUIUTAIMN WU
abunmuTali WHBAIHIOB, B COOTBETCTBHH JICHCTBYIOIIUM
MOPSAIKOM  OpraHU3aluy  MEIUIMHCKOM peaduiuTtauud Hu
MOPSIKOM  OpPraHM3AIMH  CAHATOPHO-KyPOPTHOTO  JICUCHUS.
OrnennBarh 3(HEKTUBHOCTH U 0E€30MACHOCTh MEPOIPHUATHH IO
MEIMIIMHCKON peaduIuTanuyu TAlMeHTOB C BPOKICHHBIMU H
(W) HACNEICTBEHHBIMU 3a00JICBaHUSMHU, B TOM YHCIE TIPH
peaNM3ai  MPOTpaMMBbl  peadWIIUTAUK WM aOWITUTAIIN
uHBaMMIOB.  Ompenensts  MEAUIMHCKHE  TOKa3aHUS |
MEIMIIMHCKHE MTPOTUBOMOKA3AHUS ISl HANIPABIICHUS MMAllMEHTOB
C BPOXXIICHHBIMHU M (WJIM) HACJICJICTBEHHBIMHU 3a00JICBaHUAMH K
BpauaM-ClieIMaIuCTaM JUISl  Ha3HAUEHUS W TPOBEACHUSA
MEpOTIPUATHA  MEIUIIMHCKOM  peaOWiIuTaluu, CaHaTOPHO-
KypOpPTHOTO JICYCHHS, B TOM 4YHCJIE€ TPU peaTu3aliu
MHAMBUIYAIbHON MPOrpaMMbl peaOWINTaluy WK aOUIUTAUU
WHBAIHUJIOB, B COOTBETCTBUU C TMOPSIKOM OpTraHU3AIHNH
MEIMIMHCKOM peadMiIuTalud U TMOPSIIKOM — OpraHu3aluu
CaHATOPHO-KYPOPTHOTO JICYCHUSI

Baagern:

—CHUCTEeMHBIM aHAIIM30M JIOCTHKEHUH B OONACTH MEIHIIMHBI U
bapmaruu;

—HaBblkaMu oOpraHusanuy Ipolecca OKa3aHWs MEIULUHCKON
MOMOIIM, PYKOBOACTBOM M KOHTPOJEM padOThl MIIAJALIETO H

CPEIHEr0  MEIULMHCKOIO  IIEPCOHANa; U3JI0KECHUS
CaMOCTOSITEJIBHOM TOYKHM 3pCHMS, aHaIN3a M JIOTHYECKOrO
MBIIIICHUS, myOIMYHON peun, MOPAJIBHO-ITUYECKOU

apryMeHTallud, BEIEHUs JMCKYCCMH M KpPYIVIBIX CTOJIOB,
MPUHIIMIIAMA BpaueOHON TEOHTONIOTHH U MEIUIIUHCKOU dTUKH;
—HaBbikaMu Ha3HaueHUs W KOHTPOJsT 3P PEKTUBHOCTH
MEpPONPUATHHA 1O MNPOPWIAKTUKE BPOXKICHHBIX M (WIH)
HACJIEJICTBEHHBIX 3a00JIEBaHUN B COOTBETCTBUHU C IMOPSIKAMU
OKa3aHus MEIUITTHCKOM TTOMOIIIH, KITMHUYECKUMU
peKOMEHIausIMH  (TIPOTOKOJIAaMH ~ JICYCHHS]) TI0  BOIpOCam
OKa3aHUS MEAMLMHCKOMH TIOMOIIM, C YYEeTOM CTaHAapTOB
MEJMIIMHCKOM MOMOIIM; OpraHU3alui U IPOBEACHUS CKPUHUHTA
Ha BPOXKICHHbIE W (WJIM) HACIEACTBEHHbIC 3a00JIEBaHMs, B TOM
Yuclie CKPUHUHT OEpeMEHHBIX Ha BPOXKJIEHHBIE TOPOKH




pa3sBUTHSI ¥ XPOMOCOMHBIC aHOMAJIMU Yy IUIOAA, MAacCOBOE
oOcienoBaHle HOBOPOXKACHHBIX JE€Te Ha HacleJICTBEHHbIE
3a00JIeBaHMs, MPEUMILIAHTAIIMOHHBIM CKPUHHUHT B TIPOrpaMMax
BCIIOMOTaTeNIbHBIX PENPOIYKTUBHBIX TEXHOJIOTUH, a TaKxke
o0clieIoBaHUE WJICHOB CEMbH IALIMEHTOB C YCTaHOBJICHHBIM
IUarHO30M  BpPOXKACHHOrO W (WiIM)  HACJIEICTBEHHOTO
3a00JIeBaHUS U 3[OPOBBIX HOCHTEJNCH MATOTeHHBIX MYTAllUi B
reHax; ONpeAeNeHUSIMEANINHCKUX IMOKa3aHUNH K MPOBEACHUIO
nabopaTopHBIX W (MIM) HWHCTPYMEHTANBHBIX HCCIEIOBAHUI
MAIMEHTOB U3 IPYMI PUCKA, BHIABICHHBIX MPU CKPUHHUHTE, B TOM
quciae CKpPUHUHTE OEpeMEHHBIX Ha BpOXKIEHHBIE TIOPOKU
pa3BUTHS M XPOMOCOMHBIE AHOMAJIMHM Yy IUI0JIa, MAacCOBOM
o0Clle/IoBaHUM HOBOPOXKICHHBIX JI€Te Ha HaCJeICTBEHHbIC
3a0oJeBaHus, MPEUMILIAHTAIIMOHHOM CKPHUHHMHTE B Iporpammax
BCIIOMOTATEbHBIX PEMPOIYKTHUBHBIX TEXHOJIOTUH, a TaKxKe
YJICHOB CEMbU MAIMEHTOB C YCTAHOBJIEHHBIM JHArHO30M
BPOXKJICHHOTO ¥ (MJIM) HACJIEICTBEHHOTO 3a00JIeBaHUs, a TaKXKe
3I0OPOBBIX JIMIl C MOAO3PEHHUEM Ha HOCHUTEIHCTBO IMATOTCHHBIX
MyTalMii B TeHAaX; MPOBEACHUS JHUCIIAHCEPHOTO HAOIIOICHUS
MAlMeHTOB C BPOXIEHHBIM U (WJIM) HACIEACTBEHHBIMU
3a00JIeBaHUSMU; TPOBEICHUS  CAHUTAPHO-TIPOCBETUTEIHHOM
paboThl Cpenu MAIeHTOB U YJICHOB MX CEMbH, MEIUIUHCKUX
paOOTHUKOB IO BONIPOCaM NMPO(UIAKTUKUA BPOKACHHBIX U ()
HACJIEJICTBEHHBIX 3a00JIeBaHNUI;

—HaBbikamu coctaBieHus 1uiaHa paboTel M OTYETAa O CBOEH
paboTe; BeleHUsI MEAULIMHCKOM JOKYMEHTAIMIO, B TOM YHCJE B
dopMe DIEKTPOHHOTO JOKYMEHTa W KOHTPOJS KadyecTBa ee
BeZieHUsI; cOOpa M aHain3a OCHOBHBIX MEIUKO-CTATUCTUUYECKUX
nokaszarenu 3a00JIeBaeMOCTH, HWHBAJIUJAHOCTH, CMEPTHOCTHU
MAlMEHTOB C BPOXIACHHBIMU M (WJIHM) HAacIeICTBEHHBIMU
3a00NIeBaHUSIMU, B TOM UHCI€ B paMKax MOHUTOPHUHTA
BPOXK/ICHHBIX TIOPOKOB Pa3BUTHsI, BEACHHUS perucrpa cemeun u
MAIMEHTOB C BPOXKIACHHBIMU © (WJIM) HACIEICTBEHHBIMH
3a0oNeBaHUsIMU, B TOM UHCI€ B paMKax MOHUTOPHUHTA
BPOXJICHHBIX TIOPOKOB PAa3BUTHUS; KOHTPOJISI BBITIOJHCHHUS
JIOJDKHOCTHBIX OOSI3aHHOCTEH HAXOMALIETOCs B PacCHOpsKECHUU
MEIUIIMHCKOTO  TEpCOHaNa;  MPOBEACHHA  pabOTBl IO
o0ecTieueHNI0 BHYTPEHHETO KOHTPOJISI KaueCcTBa U 0€30MaCHOCTH
MEIUIUHCKOM JesITebHOCTH;

—HaBblkamMu cocTaBieHUs TUTaHa PabOTBI W OTYETa O CBOCH
pabote; BeneHUs] MEAMLIIMHCKON TOKYMEHTALUIO, B TOM YHCJIE B
dbopMe DJIEKTPOHHOTO JOKYMEHTa W KOHTPOJS KadecTBa €€
Be/IeHUs; cOopa M aHajan3a OCHOBHBIX MEINKO-CTATUCTHUYECKUX
nokazaTenu 3a00JeBaeMOCTH, HWHBAIUJHOCTH, CMEPTHOCTH
MAIMEHTOB C BPOXKIACHHBIMU © (WJIM) HACIEICTBEHHBIMH
3a0oNeBaHUsIMU, B TOM UHCI€ B paMKax MOHUTOPHUHTA
BPOKJICHHBIX TOPOKOB PA3BUTHS; BEICHUS PErHCTpa ceMed H
MAlMEeHTOB C BPOXIACHHBIMU M (WJIHM) HACIEICTBEHHBIMU
3a00NIeBaHUSIMU, B TOM UHCI€ B paMKax MOHUTOPHUHTA
BPOXK/ICHHBIX TOPOKOB Pa3BUTHSA; KOHTPOJSI BBHIOJHEHUS
JOJDKHOCTHBIX O0S3aHHOCTEH HAaXOAALIETocs B PACHOPSHKEHUH
MEIMIMHCKOTO  TEpCOoHaNa;  MpOBeAeHUs  paboThl MO




00ecreYeHNI0 BHYTPEHHET0 KOHTPOJIs KauyecTBa U 0€301MacHOCTH
MEAMLIMHCKOM e TEIIbHOCTH;

—HaBpikamu pa3pabOTKH TUTaHA MATOTCHETUYECKOrO JICYCHHUS
MAlMEHTOB C BPOXKIACHHBIMU M (WJIHM) HAacIeICTBEHHBIMU
3a00JIEBaHUSIMU C yYETOM JHMarHo3a, BO3pacTa W KIMHHYECKOU
KapTHHBI, B COOTBETCTBUHU C MOPSAIKAMHU OKa3aHUS MEIULIUHCKOM
MOMOIIH, KIMHUYECKHUMH PEKOMEHAANUsAMU (TIPOTOKOIAMHU
JIeYeHus) MO BOMPOCAM OKa3aHUS MEIUWIUHCKOW MOMOINIHU, C
y4eTOM CTaHJAapTOB MEIUIIMHCKOW TIOMOINM; Ha3HAYCHUS
JIEKapCTBEHHBIX IpenapaTtoB, B TOM 4ucie OpdaHHbIX,
MEIMIIMHCKUX W3ACTUi U JIe4eOHOTO THUTAHHS TMAIlUEHTaM C
BPOXKJIEHHBIMU U (WJIM) HACIEACTBEHHBIMH 3a00JICBaHUSMU B
COOTBETCTBHH C TMOPSAIKAMHU OKAa3aHUS MEIUIIMHCKOW MOMOIIIH,
KIIMHUYECKUMHU PEKOMEHJAIMSAMH (IIPOTOKOJIAMHU JIEYEHHSI) MO
BOMIPOCAaM  OKa3aHUs MEAWIMUHCKOM TOMOIIM, C YYEeTOM
CTaHJIapTOB MEIUIIMHCKOM MTOMOIIIH; OLICHUBAHUS
3¢ (hEeKTUBHOCTH U 0€30MaCHOCTH MPUMEHEHUS JIEKAPCTBEHHBIX
MpernapaToB, B TOM 4Hciie OpPaHHBIX, MEAULMHCKUX U3AETUIN U
7e4eOHOTO MUTAHUSl Yy TMAlUEHTOB C BPOXKICHHBIMU W (W)
HACJIEICTBEHHBIMU 3a00JI€BaHUSIMH; Ha3HAYEHUS J1a00paTOPHBIX
U UHCTPYMEHTAIbHBIX UCCIENOBAaHUN i  0OeCIeYeHUs
KOHTpost 3(pPexTuBHOCTH ¥ 0OE30MaCHOCTH  MPOBEIACHUS
MATOTCHETUYECKOTO JICUCHUS TMAIMEHTOB C BPOXICHHBIMH H
(W) HACIEACTBEHHBIMHU 3a00JIC€BAaHUSIMU B COOTBETCTBHUU C
MOPSIKAMU OKa3aHUS MEIUIIMHCKONW TOMOINU, KIMHHYECKUMH
peKOMEHIausIMH  (TIPOTOKOJIAaMH ~ JICYCHHS]) TIO0  BOIpOCam
OKa3aHWS MEIUIIMHCKOM TIOMOIIM, C YYeTOM CTaHJapTOB
MEAMIIMHCKOM MOMOIIM; HHTEPIIPETAIIMH U aHaJIn3a Pe3yJIbTaToB
1abopaTOpHBIX W HWHCTPYMEHTANBHBIX HWCCICIOBAHUMA IS
obecrieueHrss KOHTPOJsA dA(PPEKTUBHOCTH UM  0OE30MaCHOCTH
MPOBEJCHHSI  MMATOTCHETUYECKOrO  JIEYCHUs  TAI[MEHTOB C
BPOXKJIEHHBIMU U (WJIM) HACIEACTBEHHBIMH 3a00JICBaHUSMU B
COOTBETCTBHH C TMOPSAIKAMHU OKAa3aHUS MEIUIIMHCKOW MOMOIIIH,
KIIMHUYECKUMHU PEKOMEHJAIMAMH (IIPOTOKOJIAMHU JIEYEHHSI) MO
BOTIPOCAM  OKa3aHUS MEAWIMHCKOM TOMOIIM, C YYeTOM
CTaHJIapTOB MEAULIUHCKOM MIOMOIIIH; Ha3HA4YEHUs
HEMEIMKAMEHTO3HOTO  JiedeHus  ((pu3moTepaneBTHYECcKOro,
ne4eOHON (PU3KYIBTYphI) MAIUEHTaM C BPOXXACHHBIMH W (HJIN)
HACJICICTBEHHBIMU ~ 3a00JIEBaHUSIMU B COOTBETCTBHH  C
MOpSAIKaMU OKa3aHUsl MEIUIIMHCKONW MOMOINU, KIMHHUYECKUMHU
peKoOMeHIauUsIMH  (IPOTOKOJIIAaMHM  JIEYEHHUs])) 1O  BOIpocam
OKa3aHUs MEIUIMHCKOW TIOMOIIM, C YYETOM CTaHJapTOB
MEIUIIMHCKOM TOMOIIM; oOleHuBaHusA d(PQeKTuBHOCTH WU
0€e301acHOCTH HEMEINKaMEHTO3HOTO JIeUeHUs
(pusnoTepaneBTHUECKOTO, JI€UeOHOH (DU3KYIBTYpHI) HAIIMEHTOB
C BPOXKJACHHBIMH U (WJIM) HACJICJICTBEHHBIMHU 3a00JICBaHUSIMU;
—HaBbpikaMu  TpOBEACHHS  TIEHEAIOTHMYECKOr0  aHaJIM3a
nHbOpMaUK, TOJIYYEeHHOH O MAaIUEeHTEe C BPOXIECHHBIMU H
(vnm) HaceICTBEHHBIMU 3a00JICBAHUSMU, U OMPEACTICHUS THIIA
HacJIeJOBaHUs 3a00JIeBaHUSI B CEMbE; OLECHUBAHHS IPOTHO3a
BO3MOXKHBIX  BPOXJICHHBIX W  (WIM)  HACJIEICTBEHHBIX
3a00JIeBaHUI Y IOTOMCTBA B CEMbsIX MAIMEHTOB C BPOXKIECHHOM




1 (WIM) HACIEACTBEHHOM NATOJOTMEH, a TakkKe y 3J0POBBIX
HOCHUTENIEH MAaTOreHHBIX MyTallMii B TeHax MyTeM pacyera
TEHETUYECKOTO PHUCKa; Pa3palbOTKH IUIaHa MPO(HUIAKTUIECKUX
MEPONPUIATHIA TIO0 TPEAYNPEKICHUIO BPOXKICHHBIX U (WIIH)
HACJICICTBEHHBIX ~ 3a00JIEBAaHUI B CEMbEe TMAIUEHTOB C
BPOXKJIEHHBIMU (WJIM) HACJIEICTBEHHBIMU 3a00JICBaHUSIMHU, a
Tak)Xe Yy 37I0POBBIX HOCHUTENEH MATOTeHHBIX MYyTaIlMil B T'CHAX,
BKJIIOYasl TMpeHaTajbHyl0 W (WIM) NPEeUMIUIaHTAlIMOHHYIO
JMUATHOCTUKY, B COOTBETCTBHU C TMOPSJIKAMU OKa3aHUS
MEAMIIMHCKOM TOMOINM, KJIMHUYECKUMHU PEKOMEHAAMUSIMHU
(mpoToKONIaMHu JIEYEHHs) 110 BOIPOCAM OKa3aHMsI MEIULIMHCKOU
MOMOIIM, C YYETOM CTaHAAPTOB MEAMIIMHCKOM IOMOIIH;
pPa3bsACHEHUS MALMEHTy U (WIM) WIEHaM €ro CeMbH, a Takke
3M0POBBIM  HOCHUTENSIM IATOTEHHBIX MYyTalMii B TeHax,
WHPOPMAITUI0O O BPOXKICHHOM U (WM  HACIEICTBEHHOM
3a00JIeBaHUM, TEHETUYECKOM pPHCKE POXIEHUS TOTOMKa C
BPOXKJCHHBIM © (WIM) HACIEACTBCHHBIM 3a00JeBaHUEM Y
MaleHTa ¥ YWIEHOB €ro CEMbH, a TaKXkKe y 37J0POBBIX HOCUTENIEH
MAaTOTeHHBIX MYyTalliii B TeHaX, O MeToJaxX JIeYCHUS W
MPOPMIAKTAKA  BPOXKIAECHHOTO W (WJIM) HACJIEICTBEHHOTO
3aboseBaHus, BKJIFOYAs [IPEHATAJIBHYIO 51 (nn)
MPEUMITTIAHTAIIHOHHYO JTMarHOCTHKY; OKa3aHMs
MICUXOJIOTUYECKON TIOMOIIY TAIUEHTY C BPOXKISCHHBIMU U (HITH)
HACJICJACTBEHHBIMH 3a00JIEBaHUSIMH U (MJIM) WICHAM €TO CEMbH,
a TakXe 37J0POBBIM HOCHUTEIISIM MMAaTOTCHHBIX MyTaIliil B TeHaX, B
npouecce MPUHATHH PEUIeHUs] OTHOCUTENBHO HCIOIb30BAHUS
METOJIOB JTMAaTHOCTUKHU W MPO(HUIAKTUKA BPOXKICHHBIX H (FLIHN)
HACJIEICTBEHHBIX 3a00JIeBaHUM, BKIIOYas NPEHATAIbHYIO W
(WnM) TPEeNMIUIAHTAIIMOHHYIO JIUArHOCTHKY, (hopMHUpOBaHUS
PENpOLyKTUBHOTO MOBEJICHUS; MIPOBOJICHUS MEIHUKO-
TeHETUYECKOTO KOHCYJIHTUPOBAHUS MAIMEHTOB U3 TPYII PHUCKA,
BBISIBJICHHBIX TIPU CKPUHHMHIE, B TOM YHCIE€ CKPUHUHIE
OepeMEHHBIX HAa  BpPOXKACHHBIE TIOPOKH  Pa3BUTHS |
XpPOMOCOMHBIE aHOMAJIMU y IIJI0Jja, MaccCOBOM OOCJeI0OBaHUU
HOBOPOX/ICHHBIX JIeTei Ha HACIEICTBEHHBIC 3a00JIeBaHUs,
MPEUMITTIAaHTAIIHOHHOM CKpUHUHTE B nporpammax
BCIIOMOTATEbHBIX PEMPOIYKTHUBHBIX TEXHOJIOTUH, a TaKxKe
YJICHOB CEMbU MAIMEHTOB C YCTAHOBJICHHBIM JHArHO30M
BPOXKJICHHOTO ¥ (MJIM) HACJIEICTBEHHOTO 3a00JIeBaHUs, a TaKXKe
3IOPOBBIX JIMIl C MOAO3PEHHUEM Ha HOCHUTEIHCTBO IMATOTCHHBIX
MyTalllil B F€HAX;

—HaBplkaMu ~ CcOCTaBJIeHMS ~ IJJaHA  MEPONPHUATHNA 1O
MEIMIIMHCKON peaduIuTanuyu TAlMeHTOB C BPOKICHHBIMU H
(W) HACIIEICTBEHHBIMH 3a00JIEBaHUSAMH B COOTBETCTBUH
JNEUCTBYIOIIUM  MOPSAJKOM  OPraHu3aluud  MEIULMHCKON
peabuIUTallM ¥ TOPSIAKOM  OpraHu3allid  CaHaTOPHO-
KypOPTHOTO JICUEHUST; HAPABJICHHSI MALIMEHTOB C BPOXKJICHHBIMHU
u (WoM) HAcNEACTBEHHBIMH 3a00J€BaHUSMHU K  BpadaM-
CHEIMATUCTaM JJIsi HAa3HAYCHUsS W TPOBEICHUS MEPONPUITUN
MEAMIIMHCKOM peabuiuTaIiy, CaHaTOPHO-KypPOPTHOTO JIEUSHHUS,
B TOM YHCIE TPU peaU3alMd WHIUBUAYATHHONW TPOrPaMMBI
peabuauTalMi WM a0WINTAllMd WHBAJIUIOB, B COOTBETCTBHUHU




JNEUCTBYIOIIUM  MOPSAJKOM  OPraHu3aluud  MEIULMHCKON
peabunuTalM M TOPSIAKOM  OpraHu3aldd  CaHaTOPHO-
KypOPTHOTO  JICUCHMS; OICHUBAaHUS  S((PEKTUBHOCTH H

0€30MacHOCTH MEPONPHIATHI 10 MEIMIIMHCKOW peadHINTaINH
MAalMEeHTOB C BPOXACHHBIMM U (WJIM) HAacIeACTBEHHBIMHU
3a00JIeBaHUSIMHU.

—HacnenctBeHHOCTh Y TATOJIOTUS
—MeTopl U3y4eHHUS] TCHETUKH YeJIOBEKa

OcHoBHbIE paszensl

—HacnenctBennas mnatonorus U OOJNE3HU C HACIEICTBEHHBIM
JUCLUILINHBI

IIPEIPACIIONIOKEHUEM

—IIpodunakTuka 1 JeueHre HACIESICTBEHHBIX 3a00JIeBaHHMA

. Jlexuuw, MPAKTHYECKUE u CEMUHApCKHE  3aHATHS,

Bunsl yueOHoit paboThl

CaMoCTOsITeNIbHAs paboTa OpAUHATOPA

Hcnonp3oBanue B IpoLecce 3aHATHH  MyJbTUMEIUMHBIX
Hcnons3yemslie N .

Ipe3eHTalui, pa300pa KOHKPETHBIX CUTYALUH.
UH(pOpPMaIMOHHBIE,

BueaymutopHast ~ paGora:  camocTosTenbHas ~— IpPopaboTKa
MHCTPYMEHTAJIbHBIE u

IpOrpaMMHBIE CpPEJICTBA

OT/ICNIBHBIX JIEMEHTOB y4eOHON ANUCIMIUIMHBI B COOTBETCTBUH C
y4eOHBIM IIJTAHOM.

Dopmbl TEKYIIEeTo

TectupoBanue, codeceoBaHuE, OIPOC.
(pyOeXHOT0) KOHTPOJIS
dopMa  NPOMEKYTOUHON

aTTeCTallu

DK3aMeH
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