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I. O01He cBejeHUA

Bpaue6Hast mpakTHKa B 06/1aCTH reHeTUKH 02.054

(HauMeHOBaHUe BH/ia TIPOQeCCHOHANBHON JesITeNTbHOCTH) Kog,

OcHoBHast Lie/Tb BU/la MPO(heCCHOHATBLHOM /1eSITeTbHOCTH:

[MpodunakTrKa, AUArHOCTHKA, JIeUeHHe BPOXKAEHHBIX U (W/IK) HAaC/ieJCTBEHHBIX 3a00/1eBaHM, MeJUIIHHCKAsT
peadbuIMTaLMs TIALUEHTOB

I'pynna 3aHATHIA:

\ 2212 \ Bpauu-CrieL{aamcThl \ _ ‘ _

(xop OK3) (HauMeHOBaHMe) (xop OK3) (HavMeHOBaHUe)

OTHeceHue K BUIaM S5KOHOMUUECKOM JiessTeTbHOCTHU:

86.1 [esTeTbHOCTb OOTBHUYHBIX OPTraHU3aIvi

86.22 CrierjuanbHast BpaueOHasi TTpakTHKa

(kom OKB2/) (HauMeHOBaHWe BUJAa SKOHOMUUECKOM J1eATelTbHOCTH)



II. Onucanue TPyAOBBIX (DYHKIHI, BXOAAIINX B MPo¢eccHoHAMbHBIN cTaHAApT (PyHKIHOHA/IbHAsA KapTa BHAA
npodeccCHoOHATBHOM IeATe/TbHOCTH)

O600111eHHBIe TPYA0BbIe HYHKLIUN TpyzoBble QYHKIMU
YPOBeHb
Ko yYPOBEeHb (molypoBeHb
HavMeHOBaHUe KBa/MMQUKall HavMeHOBaHUe KOJ, )
A 14151 KBa/M(uKaLll
15151
A | OxkazaHue MeJUI[MHCKON TTOMOIIIU 8 [uarHocTuKa B 1ie/iIX YCTaHOBJIeHUs U (MIM) yTOUHEeHUs [uarHosa A/01.8 8
ralyeHTaM 1o mpoduito BPOXKJEHHOT0 (M/IM) Hac/ie[CTBEHHOTO 3a00/1eBaHUs
«MeJULIMHCKAs TeHeTUKa» HaszHaueHue naToreHeTHYeCKOro jgeyeHus U KOHTPOJIb ero A/02.8 8

3¢ heKTUBHOCTU U O€30MaCHOCTH Y TIALIUEHTORB C BPOXK/I€HHBIMU U
(W11) HaceICTBeHHBIMU 3ab0/1eBaHUSIMU

[TpoBesieHne MeJUKO-TeHETUYECKOT0 KOHCY/IbTUPOBaHMUS TTaLIMeHTOB C A/03.8 8
BPOXK/IEHHBIMH U (W/TN) Hac/1eICTBeHHBIMU 3a00/IeBaHUSIMU U UX
PO/ZICTBEHHUKOB U MAL[MEHTOB U3 IPYIIN PUCKA, BbISIB/IEHHBIX MPU

CKPUHUHTe

[IpoBesieHre MeJULIMHCKUX SKCIIEPTH3 B OTHOLLIEHWH MaLjueHTOB C A/04.8 8
BPOXKJEHHBIMH 1 (M) Hac/ieICTBEHHBIMU 3a00/1eBaHUSIMU

[TpoBeseHue 1 KOHTPOJb 3()(HeKTUBHOCTH MeULIMHCKOM A/05.8 8

peabunuTaLMyY NaLKeHTOB C BPOXKAEHHBIMU U (WJIN)
Hac/eJCTBeHHbIMU 3a00/1eBaHMSIMH, B TOM UKCJIe TIPU peann3aljin
VH/IUBHU/ya/lbHBIX TIPOTrPaMM peabUInTaiiy Wik abumMTanyiu
VIHBa/IUI0B

[TpoBeseHue ¥ KOHTPOJ/Ib 3()()eKTUBHOCTH MEPOIPUSTHI 110 A/06.8 8
npoduIaKTHKe BPOKIEHHBIX U (W/IM) Hac/ieZICTBEeHHbIX 3a00/1eBaHU




IT1. XapakTepucTHKa 00001[€eHHBIX TPYAOBBIX (QyHKIHIA

3.1. O6001eHHas TpyaoBasa PpyHKiusa «OKazaHue MeAUIUHCKOW MOMOIIY NMAl[HeHTaM 1o MPoQuIo

«MeJUIIUHCKaA reHeTuKa»»

HaumeHoBaHue

reHeTHKa»

OxkazaHue MeJULMHCKOW TTOMOILLIA
naiueHTaMm Mo NpopuI0 «MeAULIMHCKAs

YpoBeHb

Ko A KBa/TMUKaLUA

ITpoucxosxaeHre 0600IIeHHOM
TPYJOBOH (YHKLIAH

3auMCTBOBAHO U3

Opurunan X
OpurvHana
Koz PerucrpauyoHHbIéi HOMep
OpUTHHa rpogeccroHaIbHOTO
a CTaHJapTa

Bo3MoykHbIe HAMMeHOBaHUsI
JIOJKHOCTeH, mpodeccuii

Bpau-renetuk

TpeboBaHMs K 00pa30BaHUIO
1 00yUeHHUI0

Briciiiee o6pa3oBaHue - CrieLavMTeT 10 CrieliuaabHOCTU «JIeueOHOe feno»,
[MepuaTpusi» i «MeauLMHCKasi OMOXUMUsI» U TTOTOTOBKA B UHTEPHATYype U
(wnn) opAvHaTYype Mo creluanbHOCTU «['eHeTUKa»

WIn

Briciiiee o6pa3oBaHue - CrielMaMTeT 110 CelMaabHOCTU «JIeueOHOe /1emo» Win
«[Tepuatpus» [71s1 3aBepIIMBIINX 00yUYeHHe B COOTBETCTBUM C (e/iepaTbHbIMU
roCy/JapCTBeHHBIMHM 00pa3oBaTe/ibHbIMU CcTaHAapTamu ¢ 2019 roga u
II0/ITOTOBKA B OpPAMHATYPe I10 ClIeliuaJbHOCTY «I'eHeTHhKa»

TpeboBaHUs K OTBITY
TIPaKTHUeCKOH paboThI

Oco0ble yC/ioBUs I0MyCKa K
paboTe

CeprudukaT crieljiaaucTa Wwid CBUIeTeIbCTBO 00 aKKpeJUTaLMH CIie[ialnucTa
10 creldanbHOCTH «['eHeTHKa»

[TpoxoxkaeHue 00s13aTe/TbHBIX TTPeIBAPUTEIBbHBIX (TIPY MOCTYIJIEHUH Ha paboTy)
Y TIEPUOIUUECKUX MEeIUIIUHCKUX OCMOTPOB (00C/IeIoBaHMIA), a TaKXKe
BHeOoUepeHbIX MeJUITUHCKHUX 0CMOTPOB (00C/IeI0BaHu) B ITOPSIZIKe,
YCTaHOBJIEHHOM 3aKOHO/laTenbCTBOM Poccuiickoii Pezepariumy,

OTcyTCTBHE OrpaHUYeHUN Ha 3aHsATHe TIPOodeCcCUoOHaMbHOMN AesTeTbHOCThIO,
YCTaHOBJIEHHBIX 3aKOHOZaTeIbCTBOM Poccutickoit defepaiiyu

[pyrue xapakTepucTUK1

C 1esbio MpodecCHoHaNIbHOTO POCTa U NIPUCBOEHHST KBaTM(PUKALIMOHHBIX
KaTeropuii:

-IOTIO/THUTE/TbHOE TIPOdecCHOHAIbHOe 00pa3oBaHue (TPOrpaMMBbl TIOBBILIEHUST
KBa/IM(PUKALIUU U TIPOrPaMMBbI POQeCCUOHaTbHOM MeperoiroTOBKN);

- CTa)KUPOBKa;

-UCI10/Tb30BaHKe COBPEMEHHBIX TUCTAHLMOHHBIX 00pa30BaTeIbHbIX TeXHOIOT U
(obpa3oBarenbHbBIN MTOPTaI U BeOWHAPHI);

- TPEHWHTY B CUMYJISILIMOHHBIX L[eHTPaX;

- yuacTHe B Che3jlaX, KOHrpeccaX, KOH(epeHIUsIX, MacTep-K/iaccax;
CobJtroeHre BpaueOHOM TaliHbI, K/ISTBBI Bpaya, PUHIUITIOB BpaueOHOM STHKU U
JIeOHTOJIOTMY B paboTe C MalyeHTaMH, UX 3aKOHHBIMU TIPe/ICTABUTE/ISIMU 1
KOJIJIeramMmu

CobroileHre HOpMaTUBHBIX TIPABOBBIX aKTOB B c(hepe 0XpaHbI 3[0POBbsI
rpa/jaH, PeryJTupyoIUX AesTe/TlbHOCTh MeAULIMHCKUX OpraHu3al[uil U
Me/IMLUHCKUX pabOTHUKOB, IPOrPaMMYy I'OCy/JapCTBEHHBIX rapaHTHI
GecriaTHOTrO OKa3aHusl TpaykJjaHaM MeIULIMHCKOMN TTOMOIIH




,D;OHOJIHI/ITEJILHLIQ XdPaKTEPUCTHUKHU

HaumeHoBaHue 6a30BOM TPy, JO/DKHOCTU (TIpodhecCrn)

HaumMeHnoBaHue 1OKyMeHTa Kon
VU CTIeLjUaibHOCTU
OK3 2212. Bpauu-crnernuanvictbl
ETKC wm EKC Bpau-reHetuk
OKIIOTP 20463 Bpau-crieruanuct
OKCO 2016 3.30.05.01 MeuiHCKass OMOXUMUST

3.31.05.01 JleueGHOe fie/10

3.31.05.02 [Teguatpus

3.1.1. TpypoBas GpyHKIUA

[varHocTyKa B 1e/IsiX YCTaHOBJIEHUS U
YpoBeHb

Hanvenosanne | (W/IM) YTOUHEHUS AUArHO3a BPOXKIEHHOTO Kog A/01.8 KaTHbHKAIIH 8

(W) HaceICTBEHHOTO 3a00/1eBaHus
IIpoucxo eHye 000011eHHON 3auMCTBOBaHO U3

P A . Opurusan X 1250
TPY/10BOM HDyHKLM opurvHasia
Koz PerucrpalvoHHbIN HOMeEp
OpUTHHa rpogeccroHaabHOTO
a cTaHzapTa

TpyzoBbIe elCTBUS

C6op »xanob, anamHe3a 60/1e3HU U KU3HU, CEMEeMHOTO aHaMHe3a B 1IeJIsiX
YCTaHOB/IEHUS U (WIM) YTOUHEHUs MarHo3a BPOXKIeHHOT0 U (W/In)
Hac/1e[CTBeHHOro 3a00/1eBaHuUs

[TpoBeseHue GpU3MKaILHOIO OCMOTPA TMAL[MeHTOB B LIe/ISIX YCTAaHOBIEHUS U (W)
YTOUHEHUS TUarHo3a BPOXKAEHHOT0 U (WM/I1) HaC/IeJCTBEHHOTO 3a00/1eBaHuUs

AHanu3 uHhopMaLuu, MoTyuYeHHOM OT MaleHTOB C BPOXKAEeHHbIMU U (WJIH)
HaC/1eICTBEHHBIMU 3a00/IeBaHUSIMU, U PE3YJIbTATOB MEJUIIMHCKOTO OCMOTpa

[TpoBefieHMe reHeaIorMueckoro aHaaru3a Ha OCHOBaHUM CeMelHOro aHaMHe3a B
Lie/IsIX YCTaHOBJIeHUs U (M/IM) yTOUHEHHUs JUarHo3a BPOXKIeHHOTO U (M/IN)
HacJ1e/ICTBEHHOTO 3a00/1eBaHUsI

CocTaB/ieHure TlaHa JJabopaTOPHBIX U MHCTPYMEHTa/IbHBIX UCC/IeOBAHUH
TMaLYeHTOB B LieJIIX YCTaHOBJIeHUs U (W/IM) YTOUHEeHUSs AMarH03a BPOXKAEHHOI0 U
(vn¥) HacIeICTBEHHOTO 3a00/1eBaHMS

Harmpap/ieHre MaliMeHTOB B 1[eJIAX YCTaHOBJ/IEHUS U (U/TK) YTOUHEHMs JUarHo3a
BPOXKJIEHHOTO | (W/TM) HaC/Ie[CTBEHHOrO 3abosieBaHus1, Ha labopaTopHbIe
(BK/TrOUasi OMOXUMUUECKHE, IUTOTeHEeTUUEeCKHe, MOJIEKY/IIPHO-
LUTOTeHeTUUeCKre U MOJIEKY/IIPHO-TeHeTHUeCKre) U MHCTPYMeHTa IbHbIe
WCCJIeIoBaHUSI B COOTBETCTBUU C TOPSAKAMU OKa3aHUs MeAULIMHCKOW TTOMOILIH,
K/IMHUYeCKUMU peKOMeHalusMHU (TIPOTOKO/IaMU JieueHHs1) TI0 BOTIpocam
OKa3aHusl MeJULIMHCKOMW TTIOMOIIH, C YUeTOM CTaHAapTOB MeJUIIMHCKOM TTOMOIIU

HarpaBsieHuve maljMeHTOB B Lie/IsIX YCTaHOB/IeHUS U (MIM) yTOUHEHHUs [uarHo3a
BPOXK/IEHHOTO U (W/I1) Hac/eJCTBeHHOTo 3a00/ieBaHMsI Ha KOHCYJTbTALIMIO K
BpayaM-Criel[uajrucTaM B COOTBETCTBUM C MOPSAJKaMU OKa3aHUsl MeJULIMHCKON
TOMOLIM, KJIMHWUYeCKUMU PeKOMeHALUSIMU (TTPOTOKOJIaMU JieUeHHUs]) T10
BOIPOCAaM OKa3aHWs MeJULIMHCKOM TTOMOII[Y, C YUeTOM CTaH/1apTOB
MeULMHCKOW ITOMOILU

HaHpaB]’IEHI/Ie MarqMeHToB /I OKa3dHUA CHEL[H&]'IHC%HPOB&HHOﬁ MeﬂHuHHCKOﬁ
NMOMOILIH B CTAJMOHAPHBIX YC/IOBUAX WKW YC/IOBUAX JHEBHOTO CTALIMOHADA IMPpU




Ha/IMuMU MeIULIMHCKUX TT0Ka3aHWi B COOTBETCTBUM C TIOPSiZIKAMM OKa3aHUsI
MeJULMHCKOW MOMOIIIU, KJIMHUUeCKUMHU PeKOMeHAALUsIMU (TTPOTOKOIaMU
JieyeHUs1) TI0 BOTIPOCAM OKa3aHHWsl MeJULIMHCKOW MOMOIIH, C y4eTOM CTaHJjapTOB
MeIULIMHCKOW MOMOILIN

OxkazaHue KOHCY/IbTaTUBHOW MOMOIIM BpauaM-CIieliia/iiCcTaM 1o BOIpocaM
[TMAarHOCTUKYU BPOXKJEHHBIX U (WIM) HAaC/eJCTBEHHBIX 3a00/IeBaHUIMA

YcraHoB/IeHHe MarHo3a ¢ y4eToM JiecTByoLeit Mex1yHapoHOH
CTaTHCTHUECKOH Kiaccudukanyu 6ose3Held v mpobsiem, CBSI3aHHBIX CO
3nopoBbeM (zanee - MKB)

HeobOxopumbie ymeHust

Ocy1ecTBATh COOp >Ka00, aHaMHe3a 00/Ie3HU U >KU3HH, CEMEHHOTO aHaMHe3a
TMALMeHTOB B L[eJIIX YCTAHOBJIEHHUs U (/M) YTOUHEHHs IMarHo3a BPOXKEHHOT0 U
(W) HacIeICTBEHHOTO 3a00/IeBaHUs

[TpoBoAUTL (hr3UKaIbHBIN OCMOTP TIAI[UEHTOB B 1[e/ISIX YCTaHOB/IEHHUS U (UJTH)
YTOUHEHUs [[UarHo3a BPOXKAEHHOT0 U (M) Hac/eJCTBEHHOTO 3a00/1eBaHuUs

OI_IEHI/IBaTb Ha/In4yne y MaljueHTOB MMPHU3HAKOB BPOXXAEHHbIX 1 (I/I]II/I)
HacC/1e JCTBEHHBIX 3a00/1eBaHMI U OIKUCHIBATH HX, UCIOJIb3yAd TEPMHWHOJIOTUIO
OIMMCaHUA BPOXXAEHHBIX aHOMaJTMH 1 TTOPOKOB DA3BUTHA

WHTepripeTUpoBaTh U aHAU3UPOBaTh MH(POPMALUIO, TIOTYUYEeHHYIO OT
TMAaL[MeHTOB, B L|e/ISIX YCTaHOBJ/IeHHUs U (U/IKM) YTOUHEHUsI IMarHo3a BPOXKJeHHOTO
U (WIK1) HaceICTBEHHOTO 3a00/1eBaHUs

[TpoBOAWTH reHeaorMuecKuii aHaiu3 Ha OCHOBAaHUM CeMeHHOr0 aHaMHe3a
MALMeHTOB B L[e/IIX YCTAHOB/IEHUsS U (W/IK) YTOUHEHMs AMarHo3a BPOXKJEHHOI0 U
(Mn1) Hac/IeICTBEHHOr o 3a60/1eBaHus IS OIPe/ie/IeH sl THITa Hac/ie0BaHMsT
3a00/1eBaHUsA

OtleHrBaTh aHaTOMO-()YHKIIMOHA/IbHOE COCTOSIHHE OPraHOB M CUCTeM OpraHK3Ma
y TAI[UeHTOB B LIe/ISIX YCTAHOB/IEHUS U(WU/IN) YTOUHEHHUS IUarH03a BPOXKJEHHOTO
1 (W) HaC/IeICTBEHHOTO 3a00/1eBaHMS

WHTeprnipeTUpoOBaTh ¥ aHATM3UPOBaTh Pe3y/bTaThl (PU3MUECKOTO 0CMOTpa
(manbnawys, MepKyCccus, ayCKy/bTal[ys1) Tal[MeHTOB B L[e/IsIX YCTaHOBIeHUs U
(M) yTOUHeHUs IMarHo3a BPOXKJeHHOT0 1 (W) Hac/ieICTBEHHOTO
3aboneBaHust

ITonwb30BaThCA a/ITOPUTMOM YCTdHOBJIEHHS TIPpeABAPUTE/IbHOTO JHUAT'HO3a,
K/IMHUYECKOr'o AWarHo3a U 3aK/IHUKUTe/IbHOI'0 AMardHo3a

OO6O0CHOBBIBATh M MJIAHUPOBaTh 00BEM J1TaOOPAaTOPHBIX UCC/IeIOBAaHUN (BK/IFOUAsT
OMOXUMHUECKHE, [JUTOTeHeTHUECKHE, MOJIEKY/ITPHO-1IUTOTeHeTUUeCKUE U
MOJIEKY/ISIPHO-TeHeTHUeCKre UCC/Ie/JOBaHNs) U MHCTPYMEeHTATbHBIX
WccefioBaHuM (BK/IIOUast yIbTPa3ByKOBLIE, 3/1eKTPOGhH3U0/I0TUUeCKHe,
PEeHTTeHOJIOTHYeCKre UCC/IeIoBaHus, KOMIbIOTEPHYIO TOMOTpaduio, MarHUTHO-
pe30HaHCHYI0 ToMOorpaduio) B 1[e/isIX YCTaHOB/IEHHUs U (U/IH) YTOUHEHUS
[TMarHo3a BPOKAEHHOT0 U (M/I1) Hac/IeJCTBEHHOTO 3a00/1eBaHNsI B COOTBETCTBUH
C TIOPSIJKaMH OKa3aHUsI MeJULIMHCKOU ITOMOIIU, KITMHUYeCKUMHU
peKoMeH/Ial[usiMU (TIPOTOKO/IaMU JIeueHHs1) TI0 BOIIPOCaM OKa3aHMUs
MeJULIMHCKOM TIOMOIIH, C YUeTOM CTaHAapTOB MeJUI[MHCKOM ITOMOIIH

VHTepripeTMpOBaTh U aHA/IM3UPOBATh Pe3yJbTaThl TabOPaTOPHBIX U
WHCTPYMEHTAa/IbHBIX UCC/IeI0BaHUM TAlJMeHTOB B LeJIIX YCTaHOB/IEHUS U (WJTH)
YTOUHEHUS TUarHO3a BPOXKAEHHOT0 U (WM/I1) HaCc/IeJCTBEHHOTO 3a00/1eBaHuUs

O60CcHOBBIBaTh HEOOXOJUMOCTh HarlpaB/ieHus MaljUeHTOB B LieJIsX
YCTaHOB/IEHUS U (WIN) YTOUHEHUS MarHo3a BPOXKAEeHHOr0 U (WUIn)
Hac/eZicTBeHHOro 3ab0/1eBaHMsI Ha KOHCY/IbTalluy K BpayaM-CreLjanicTam B
COOTBETCTBHMM C NOPSiIKAMU OKa3aHUsl MeIULUHCKOM TTOMOLM, KTMHUYECKUMU




pekoMeH/jalusiMU (MPOTOKOJIAMU JIeUeHHs1) TI0 BOMPOCaM OKa3aHUsI
MeJULMHCKOW TTOMOILIY, C yUeTOM CTaHAAPTOB MeJULIMHCKOW TOMOIIU

VHTeprpeTpOBaTh ¥ aHA/IM3UPOBATh Pe3yJIbTaThl MeJUIIMHCKOTO OCMOTpa
BpavyaMU-CIel[Ma/IMCTaMU TAlIUeHTOB B 1]eJIIX YCTaHOBJIEHUS U (M/M) YTOUHEHUs
JIMarHo3a BPOKJAeHHOTo U (WIK) HacaeCTBeHHOTO 3aboieBaHusI

[TpyMeHATb NpU MeJULIMHCKOM OCMOTPE MaLMeHTOB B Lie/IIX YCTaHOBJ/IEHUS U
(W) yTOUHEHUs iMarHo3a BPOXKJeHHOr0 Y (U/I1) Hac/ieICTBEHHOT O
3ab0s1eBaHMsT MeVLIMHCKYE W3/1e/TNsI B COOTBETCTBUU C TIOPSAKaMU OKa3aHHUS
MeIMLIMHCKOM TTOMOILH, KIMHUYeCKMMH peKOMeHAalusaMH (TIpOTOKOIaMU
JleyeHs) TI0 BOIPOCaM OKa3aHUsl MeJULIMHCKOM ITOMOILIY, C yYeTOM CTaHZapTOB
Me/JULIMHCKOM 1oMolLH, obecrieunBaTh 6e30MacHOCTb UX IPUMeHeHHs!

BBISIB/IATE KTMHUYECKHe CUMITTOMBI ¥ CHHJPOMBI Y TIALIMEeHTOB B IIeJIsX
YCTaHOBJIEHUS U (M/IM) YTOUHEHUs iMarHo3a BPOXKAEeHHOTO U (W/IH)
HacJ1e/ICTBEHHOTO 3a00/1eBaHMsI

Heobxoaumble 3HaHUS

AHaromust, (pU3H0JI0TUs B3POC/IBIX U JleTeld B HOPMe, IIPYU BPOXK/AEHHBIX U (HUJTH)
HaC/IeICTBEHHBIX 3a00/1eBaHKSIX, OCHOBBI SMOPHO/IOTUH U T€PATOJIOTUH

OO611e BOMPOCHI OpraHM3alii MeJUIIMHCKOM ITOMOIIY TIalfueHTaM C
BPO’KJ€HHBIMH U (W/TK) HAC/Ie/[CTBeHHBIMU 3a00/IeBaHUSMU

[Topsimok Oka3aHWsl MeJULIMHCKOW MOMOLM NaljieHTaM C BPOXKJE€HHBIMU U (U/IN)
HacJieICTBeHHBIMU 3a00/1eBaHUSIMU

CraH[apThl MEPBUYHON CHeLJUaIM3MPOBAHHONW MeIUKO-CAHUTAaPHOU MTOMOLLY,
Criel[aTu3upOBaHHOM, B TOM UKC/ie BBICOKOTEXHOJIOTMUHON, MeUIIMHCKOM
TIOMOIIIU Hace/leHHI0 B cepe oKa3aHUs MeJAULIMHCKOM MOMOII[HY Tal[ieHTaM C
BPOXK/IEHHBIMU U (WJ/IM) HAaC/IeZICTBEHHBIMU 3a00/IeBaHUSIMU

OTHOJIOTHUS ¥ IaTOTeHe3, MOJIeKY/ISIPHbIE OCHOBbI, MaTOMOP(OIOr s,
K/IMHWYecKasl KapTUHa, Knaccuukaiys, JuarHocTuka u auddepeHipanbHas
JTUAaTHOCTHKA, 0COOEHHOCTH TEUEHHS U UCXO/[bI, IPUHIIUIIBI JIEUEHHSI
BPOJK/IEHHBIX U (WJTH) Hac/IeICTBEHHBIX 3a00/1eBaHN U UX OCJIOKHEHUH C
yUeTOM BO3PaCTHBIX 0COOEHHOCTeM

OCHOBBI TeHETHKH Ue/I0OBeKa: TUIbl Hac/Ie[JOBaHUsI BPOXK/I€HHBIX U (W)
HaCJIeICTBeHHBIX 3a00/1eBaHUI; THIbI MyTallAOHHBIX U3MEHEeHUI reHoMa, UX
K/1accudukanus

TepMHHOIOTYS ONMCAaHUSI MMKPOAHOMAJIUM U BPOXK/|€HHBIX [IOPDOKOB Pa3BUTHUS y
yeJioBeKa

[TpUHLIUIIBI TeHeaIOrMueCcKOro aHa/iru3a 1 orpefie/ieHus: TUIa Hacae[0BaHUs
BPO’KJIEHHOTO U (M/TH) HaC/IeICTBEHHOTO 3a00/IeBaHHsI

JIabopaTopHbIe UCC/Ie0BaHUS 11 IMAarHOCTUKY BPOXKAEHHBIX U (MJTH)
HacJieICTBeHHBIX 3a00/1eBaHUM, BK/TFOUAsi [IUTOreHeTUYeCcKre, MOJIeKY/ISIPHO-
[[UTOTeHeTHUeCKHe, MOJIEKY/IIPHO-TeHeTHUeCKre, OMOXUMUUeCKHe MeTO/Ib
WCC/eIOBaHUM, MeIULIMHCKYE TI0Ka3aHUs K UX Ha3HaueHHI0

[TpUHIMITBI UHTEPITPeTAlK Pe3y/IbTaToB J1ab0paTOPHBIX UCC/IeIOBaHUN B IIe/IsX
yCTaHOBJ/IeHUs U(WIN) YTOUHEHUs JUarHo3a BPOXKJeHHOTO U (U/In)
HacJleICTBeHHOTo 3ab0/ieBaHus

MeuLMHCKYe TT0Ka3aHusl 1 MeULIMHCKYE NTPOTHBOMNOKAa3aHus K
MCTI0/Tb30BaHUI0 MHCTPYMEHTA/IbHBIX 00C/IeIoBaHUIM MaljUeHTOB B LIe/IsIX
YCTaHOBJIEHUS U (W/IM) YTOUHEHUs iMarHo3a BPOXKAEHHOro U (U/In)
HacJ1e/ICTBEHHOT0 3a00/1eBaHUsI C YIeTOM BO3PACTHBIX 0COOEHHOCTel

MeToVKY TIOITOTOBKU K 7Ta00paTOPHBIM ¥ MHCTPYMEHTaTbHBIM UCC/IeZI0BaHUSIM
TMAaLYeHTOoB B LieJisIX YCTaHOBJIeHUsI U(W/TM) YTOUHEHUSsI IMarH03a BPOXKAEHHOT0 U
(vnu) HacIeICTBEHHOTO 3a00/1eBaHuUS




KivHuueckrie pekoMeHgaruuy (IIPOTOKOJIBI JIEUeHHsT) 10 BOIIPOCaM OKa3aHHs
MeJULIMHCKOM TTOMOIIH MaljieHTaM C BPOXKEHHBIMH U (W/I) Hac/ie[CTBeHHBIMU
3ab0/1eBaHUSIMU

OcHoOBBI MeAHHHHCKOﬁ 9TUKHU U 1€OHTOJIOI'NH, KIUHUYECKOM TICUXO0JIOTMU

MKb

MexyHapoHas Kiaccudukaiys GyHKIMOHUPOBaHUS, OrpaHUUeHHH
JKU3HeJesiTe/IbHOCTU U 3/10pOBbs (Haee - MK®)

Oco0ble yc/1oBUS JIOTTyCKa K
pabore

[pyrue xapakTepucTHUKN

3.1.2. TpypoBasi pyHKIHA

Ha3HaueHue aToreHeTUUeCcKoro JeueHust
Y KOHTPOJIb ero 3()(eKTUBHOCTH U y
OBEHb
HaunveHoBanue 6e30MacHOCTH y TIAL{UEHTOB C Kog A/02.8 P 8
KBa/TMUKaLUA

BPOXX/IEHHbIMU U (M/IM) Hac/eCTBEHHbIMU

3ab0/1eBaHUSIMU
IIpoucxo eHue 0000IIeHHO 3auMCTBOBaHO U3

P KA . OpuruHan X 1250
TPY/10BOM (HyHKLIH OopuruHana
Koz PerucrpaloHHbIN HOMep
OpUTHMHa npogeccroHaNIBEHOTO
a cTaHziapTa

TpyzoBbIe elCTBUSA

Pa3paboTka r/1aHa raToreHeTUUeCKoro jieueHust MaljieHTOB C BPOXK/IeHHBIMU U
(uK) HaceICTBeHHLIMU 3ab0/IeBaHUSIMU C yUeTOM JuarHo3a, Bo3pacra u
KJIMHWUYEeCKOW KapTHHBI, B COOTBETCTBUM C MOPSJKAaMH OKa3aHUS MeJUIIMHCKOU
TIOMOIIIY, KIMHUYEeCKUMH PEKOMEHZALMSMU (TIPOTOKOIaMH JIEUeHHST) T10
BOIPOCaM OKa3aHHsI MeIUL[UHCKOM TTOMOIIH, C Y4eTOM CTaH/[apTOB
MeIUL[UHCKON TIOMOLIH

Ha3HaueHue jieKapCTBeHHBIX TIperapaToB, B TOM Uuc/ie op(aHHbIX,
MeAVLIMHCKUX U3/e/TUi 1 JIeueOHOT0 TTMTaHUs Tal[ieHTaM C BPOXKJeHHBIMU 1
(vnM) Hac/IeICTBEHHBIMU 3a00/1eBaHUSIMU B COOTBETCTBHUHU C TIOPSIIKaMHU
OKa3aHusi MeJULIMHCKOM TTIOMOLLY, KIMHAYeCKUMU peKOMeH1alusiMU
(mpoToKoJ/IaMU JieueHHs1) TI0 BOTIPOCaM OKa3aHUs MeULIMHCKOM TTOMOII[H, C
y4eTOM CTaHJAPTOB MeJULIMHCKOMN TTOMOIIU

Otienka 3(h(heKTUBHOCTH 1 6€30MaCcHOCTH MPUMEHEHHST JIeKapCTBEHHbBIX
TperapaToB, B TOM UKC/ie OPPaHHBIX, MEAULIMHCKUX U3/E/TUH U JieueOHOro
MUTAHKUS Y TIAIIUEHTOB C BPOXKEHHBIMM U (M/IM) HaC/1eICTBEHHBIMU
3a00/1eBaHUAMU

Ha3sHaueHue 1ab0paTOPHBIX U UHCTPYMEHTA/TbHBIX UCC/Ie0BaHUM [Iist
obecrieueHust KOHTPOJIs 3 (HeKTUBHOCTH U He30T1aCHOCTH MPOBe/ieHHs
MaTOreHeTUUeCKOro JieueHusl MaleHTOB C BPOXKAEeHHbIMU U (W/IH)
Hac/1eICTBEHHBIMU 3a00/IeBaHUSIMUA B COOTBETCTBHUHM C TIOPSI/IKAMU OKa3aHUS
MeJMLIMHCKOM TTIOMOILU, KIMHUYeCKUMU peKoMeHAalusiMy (TIPOTOKOIaMU
JieueHus1) 0 BOMPOCAM OKa3aHUs MeJUL[MHCKOM MOMOLLY, C y4eTOM CTaHJapTOB
MeJULMHCKOW TTOMOILIN

WHTepripeTaLiyisi ¥ aHaIU3 pe3yJIbTaToB 1ab0pPaTOPHBIX U MHCTPYMEeHTabHBIX
WCC/IeJOBaHUM AJ1s1 obecrieueHust KOHTPOJIs 3PPEeKTUBHOCTU U 6e30T11acHOCTH
TIPOBe/IeHus] aTOreHeTHYeCKOTr o JieUeHusi MaLMeHTOB C BPOXKAEeHHBIMHU U (WJIN)




Hac/ieICTBeHHBIMU 3a00/iIeBaHUSIMUA B COOTBETCTBHUHM C TIOPSIIKAMU OKa3aHUs
MeJULMHCKOW MOMOIIIU, KJIMHUUeCKUMHU PeKOMeHAALUsIMU (TTPOTOKOIaMU
JieyeHUs1) TI0 BOTIPOCAM OKa3aHHWsl MeJULIMHCKOW MOMOIIH, C y4eTOM CTaHJjapTOB
MeIULIMHCKOW MOMOILIN

Ha3HaueHne HeMeJMKaMeHTO3HOrO jieueHus1 ((pru3rnoTepaneBTUUECKOrO,
neueOGHOM (PU3KYIBTYPHI) TIALIMEHTAM C BPOXKI€HHBIMU U (U/TH)
HacJ/ie/ICTBeHHBIMU 3a00JIeBaHHSIMH B COOTBETCTBUHM C TTOPSAKAMHU OKa3aHUs
Me/IULMHCKOM MTOMOLM, KTMHUYeCKUMH peKoMeHJalusIMU (IIPOTOKOJ/IaMU
JleyeHs) TI0 BOIPOCaM OKa3aHUsl MeJULIMHCKOM ITOMOILIY, C y4eTOM CTaHZapTOB
MeJULMHCKOW TTOMOLLIA

OueHka 3¢ deKTUBHOCTU U 6€30MacHOCTH HeMeJMKaMeHTO3HOT0 JIeUeHH st
(busmroTepaneBTHUECKOTO, JIeueOHOM (PU3KY/IBTYPbI) MAIJUEHTOB C
BPOXK/IEHHBIMU U (WJ/IM) HAaC/IeZICTBEHHBIMU 3a00/IeBaHUSIMU

[TpoduniakTHKa WU JIeUeHHe OCI0KHEHHUH, TOOOUHBIX JAeHCTBUH,
He)KesaTe/IbHbIX peaklyi, B TOM UKCJie CePbe3HbIX U HellpeJBU/eHHBIX,
BO3HUKILIMX B pe3y/ibTaTe MPUMeHeHUsl JIeKapCTBeHHBIX TIperapaToB, B TOM
yrcsie ophaHHBIX, MeUI[UHCKUX U3Ze/Hi, TeueOHOr0 TTUTaHus,
HeMeIMKaMeHTO3HOT 0 jieueHus ((pu3roTeparieBTUUecKoro, ieueOHoM
(bU3KYIBTYPBI) y MAL[MEHTOB C BPOXKJEHHBIMU U (W/1) Hac/ie/ICTBeHHbIMU
3a00/1eBaHUSIMH

HaripaB/iieHue maljMieHTOB C BPOK/|eHHBIMU U (U/I1) Hac/ie/ICTBeHHbIMU
3a00/1eBaHUSIMU K BpayaM-CIIeldaMCTaM Jjisi IPOBeIeHUs] CUMITTOMaTUYeCKOT 0
JledeHUs1 B COOTBETCTBUM C MOPSIJKAMU OKa3aHWsI MeJIULIMHCKOM MOMOLLH,
K/JIMHUUeCKUMU PeKOMeHZaIusIMH (TTIPOTOKOIaMU JieueHHs1) TI0 BOIpocaM
OKa3aHWsI MeJUIIMHCKOM TIOMOIIIY, C YUeTOM CTaHAapTOB MeJUI[MHCKOW TTOMOILIU

Oka3aHue KOHCY/IbTaTUBHOM MOMOIIY BpauaM-CIeljaIuCcTaM 0 BOIpocam
JIeUeHHMsI TAI[UeHTOB C BPOXK/EHHBIMU U (M/TK) HAC/IeICTBeHHBIMU
3a00/1eBaHUSIMU

Heobxomvmbie ymMmeHUst

Pa3pabaThIBaTh I/1aH NATOT€HETHUECKOTO JIeUeHUs TTAlJHeHTOB C BPOXK/[€HHBIMU
U (WIK) HacleICTBeHHBIMU 3ab0/IeBaHUSIMU C YUETOM JIMarH03a, BO3pacTa 1
KJIMHUUeCKON KapTUHBI, B COOTBETCTBUM C TIOPSIZIKAMU OKa3aHUsS MeULMHCKOMN
TOMOIIH, KJIMHWYeCKUMU PeKOMeHZALUSIMU (TTPOTOKOJIaMU JieueHUs]) T10
BOIIPOCaM OKa3aHUsi MeIULIMHCKOM TIOMOIIIU, C YU4eTOM CTaH/IapTOB
MeJULIMHCKOW ITOMOILU

Ha3HauaTb JieKapcTBeHHbIe TIperiapaThl, B TOM Urc/e opdaHHble, MeJUL[UHCKHe
u3genus, eueOHOe MUTaHKWe TIAlJMeHTaM C BPOXK/IeHHBIMH U (WJTH)
Hac/ieICTBeHHBIMU 3a00/iIeBaHUSIMUA B COOTBETCTBHUHM C TIOPSIIKAMU OKa3aHUs
MeJULMHCKOW MOMOIIIU, KJIMHUUeCKUMHU PeKOMeHAALUsIMU (TTPOTOKOIaMU
JieyeHUs1) TI0 BOTIPOCAM OKa3aHHWsl MeIJULIMHCKOUW MOMOIIH, C Y4eTOM CTaHJjapTOB
MeIULIMHCKOW MOMOILIN

OpraH130BbIBaTh HAO/MIOI€HHE TIAIJUEHTOB C BPOXKEHHBIMU U (U/TH)
Hac/1eICTBeHHBIMU 3a00/IeBaHUSIMU, TIOTYYAIOI[UX TIaTOTeHEeTUUEeCKoe JIeUeHue,
B COOTBETCTBUU C MOPSIAKAMU OKa3aHUs MeJULIMHCKOU MMOMOILY, KTUHAYeCKUMU
peKoMeH/jalusiMu (MPOTOKOJIaMU JIeueHus1) 10 BOMPOCaM OKa3aHUs
MeJMLIMHCKOW TTIOMOIH, C YUEeTOM CTaH/AapTOB MeJULIMHCKOU ITOMOLLN

OO60CHOBBIBATh Y TJIAHUPOBATh 00BEM Ta00pPaTOPHBIX U MHCTPYMEHTA/IbHBIX
HcceJoBaHUM 17151 oOecrieueHHs1 KOHTPOJIsA 3((HEKTUBHOCTH U 6€3011acCHOCTH
MPOBO/IUMOTO TIaTOT€HETUUECKOT0 JIEUeHHUsT TIALIUEHTOB C BPOXKIEHHBIMU U (WJTH)
Hac/leICTBeHHBIMU 3a00/IeBaHUSIMU, B COOTBETCTBUHM C TIOPSIIKAMU OKa3aHHsI
MeIUI[UHCKON TIOMOIIH, KTHHUYeCKMMU PeKOMeH/Ial[UsIMU (TIPOTOKO/IaMH




JieueHus1) 0 BOMPOCAM OKa3aHUsI MeJUL[MHCKOM MOMOLLY, C y4eTOM CTaHJapTOB
MeJULMHCKOW TTIOMOILLIN

VHTeprnpeTHpOBaTh pe3yJibTaThl JaAOOPaTOPHBIX ¥ MHCTPYMEHTAIbHbIX
HCCIIeIOBaHUM, TIPOBOJUMBIX [IJIs1 0OecrieueHrst KOHTPOJIS 3(HEKTUBHOCTH U
6e30MacHOCTH TIPOBOJUMOIO MaTOreHeTUUECKOT'0 JIeUeHHS MalieHTOB C
BPOXK/IEHHBIMU U (WJIM) HAaC/IeZICTBEHHBIMU 3a00/IeBaHUSIMU

OtieHuBaTh 3()(HEKTUBHOCTL U 6€301MaCHOCTh MPUMEHEHUS JIEKapCTBEHHBIX
TperaparoB, B TOM 4uc/ie OphaHHbIX, MeJUIIMHCKUX W3/Ie/TUH U JIeueOHOTo
MTUTAHUS Y TIAIIUEHTOB C BPOXK/I€HHBIMH U (U/TM) HaC/Ie/ICTBEHHBIMU
3a00/1eBaHUAMUA

HasHauate HeMeMKaMeHTO3HOe JjieueHre ((pr3roTepaneBTHUECKOE, /leuebHYI0
(Y3KyIBTYpY) NalLeHTaM C BPOXKJEeHHbIMU U (M/I1) Hac/ieJCTBEHHbIMU
3ab0/1eBaHUSIMU B COOTBETCTBUM C MOPSKaMH OKa3aHUsI MeJULIMHCKOW TTOMOIIIH,
K/IMHUYeCKUMU peKOMeHAalusAMHU (TIPOTOKOIaMHU JieueHHs1) TI0 BOTIpocam
OKa3aHusl MeAULIMHCKON TTIOMOIIH, C YUeTOM CTaHAapTOB MeJUIIMHCKOU TTOMOIIU

OueHnBaTh 3(pPeKTUBHOCTD 1 6€30TaCHOCTh HeMeAMKaMeHTO3HOT 0 JIeueHUst
(busnoTepaneBTHUECKOTO, JIeUeOHOM (PU3KY/IBTYPbI) MAIJUEHTOB C
BPOXK/IEHHBIMU ¥ (WJIM) HAaC/IeZICTBEHHBIMU 3a00/IeBaHUSIMU

[TpemoTBpalljaTh WK YCTPAHSATH OC/IOXKHEHUsI, TTI0O0UHbIe 1eHCTBUS,
He)keJlaTe/IbHbIe peakllid, B TOM UKCJ/ie Cepbe3Hbie U HeTlpe/IBU/IeHHbIe,
BO3HUKILIKE B pe3y/ibTaTe IPUMeHeHUs JIeKapCTBeHHBIX MperapaToB, B TOM
yrcsie opdaHHBIX MeAULIMHCKUX W3/e/nH, 1eueOHOro MUTaHus,
HeMeZIMKaMeHTO3HOT0 jieueHus (pu3noTepareBTUUeCKOTro, TeuebHOoM
(bM3KYJIBTYPBI) y MAL[eHTOB C BPOXKJEHHbIMU U (W/IN) Hac/ieCTBeHHbIMU
3a00/1eBaHUSIMU

Heobxoumble 3HaHUs

CraH/japThl IEPBUYHOH CITEI[UATU3UPOBAHHON MeJUKO-CAaHUTAapPHOM MTOMOIIIH,
Crelyau3upOBaHHOM, B TOM UHC/IE€ BBICOKOTEXHOJIOTUUHOM, MEeTUIIMHCKOH
TIOMOIIIY TIALIMeHTaM C BPOXKAEHHBIMU U (W/IH) HaC/ieJCTBEHHBIMU
3a00/1eBaHUAMUA

[Topsimok Oka3aHWsl MeJULMHCKOW MOMOLM NaljieHTaM C BPOXKJE€HHBIMU U (U/IN)
HaC/1eICTBeHHBIMU 3a00/1€BaHUSIMU

KnuHnueckue pekoMeH/1al[uK (TIPOTOKOJIBI JIeUeHHUsT) TI0 BOTIPOCaM OKa3aHHsI
MeIUI[UHCKOMN TIOMOIITH Tal[ieHTaM C BPOXK/I€HHBIMU U (W/TH) HaC/Ie[ICTBEHHBIMU
3a00/1eBaHUAMU

CoBpeMeHHbIe MeTO/Ibl IMAarHOCTUKU U JieueHUsI MAlIMeHTOB C BPOXK/I€HHBIMU U
(W) HaceICTBEHHLIMU 3a00/1eBaHUSIMU

MeTo/ibl MeJUKAMEHTO3HOT'0 U HeMeIUKaMeHTO3HOT' 0 JieueHUs], MeIULIMHCK1e
MOKa3aHusl ¥ MeIULIMHCKYe TTPOTHUBOMOKa3aHUsl K IPUMEHEHUI0 JieKapCTBeHHBIX
TiperaparoB, MeJULUHCKUX U3Ze/T|H, TeueOHOro MTUTaHuS Y TIALIUeHTOB C
BPOXK/IEHHBIMU M (W/IM) HaC/IeZICTBEHHBIMU 3a00/IEBaHUSIMUA B COOTBETCTBHHU C
MopsiIKaMy OKa3aHUsi MeJUL[MHCKOW TTOMOILIU, KIMHUUeCKUMU PeKOMeHAaLusIMU
(MpoToKOJ/IaMu JieueHus1) 10 BOMPOCaM OKa3aHUs MeJUL[MHCKOM MOMOILLH, C
y4eTOM CTaHZAPTOB MeJULIMHCKOMN TTOMOIIIU

MeauiHCKHe MOKa3aHWs U MeJULIMHCKUe TIPOTUBOIOKA3aHUs K
MaTOreHeTUUeCKOMY JIeYeHUIO TTAaleHTOB C BPOXK/I€HHBIMU U (UJIN)
Hac/ieICTBeHHBIMU 3a00/ieBaHUSIMU, B TOM UHCJIE C UCTIOb30BaHHEM Op(aHHBIX
JIeKapCTBEHHBIX TpernapaToB, TPAHCIJIAHTALIMA KOCTHOTO MO3ra U
reMOMO3TUYECKUX CTBOJIOBBIX K/I€TOK, TPAHCIJIAHTallM BHYTPEHHUX OPraHOB
(meueHu, MOYKH, JIETKUX)

HpI/IHL[I/IHbI TIMpUMEHEHUA MeJULIMHCKUX H3AEHHﬁ, J1e4eOHOr0 MUTAHUS y




MaIMeHTOB C BPOXK/IeHHBIMU U (WJTH) Hac/leICTBeHHBIMU 3a00/1eBaHUSIMU B
COOTBETCTBUU C MOPSJKAMU OKa3aHUs MeJULIMHCKOUW MOMOIY, KTUHUYeCKUMU
peKoMeH/alKsIMU (TTPOTOKO/IaMH JiedeHUs ) 10 BOIIPOCaM OKa3aHUsI
MeJULIMHCKOW TTIOMOILU, C YUYeTOM CTaH1apTOB MeAULIMHCKOW MOMOLIA

MexaHu3M [IeHCTBHS JIeKapCTBEHHBIX MPerapaToB, B TOM Yuc/ie ophaHHbIX,
MeJULIMHCKUX W3/e/IHIA 1 Ie4eOHOro MUTaHKsI, MeAULMHCKUE IOKa3aHUs 1
MeJML[MHCKIEe TIPOTHBOIOKA3aHHsI K Ha3HAUEHHIO; BO3MOJKHBIE OCJ/IOXKHEHHS,
10O0UHbBIe eHCTBHS, He)Ke/laTeIbHbIe PeaKi|i, B TOM UHC/Ie CePhe3HbIe U
HerpeBU/eHHbIe, Y MMal[UeHTOB C BPOXKAEHHBIMH U (M/IK) HaC/IeICTBeHHBIMU
3a00/1eBaHUAMU

MeTto/ibI TPOGUNIAKTAKA WK YCTPaHEHUsI OC/IOKHEHUH JieueHus1, TOO0YHBIX
JIeICTBUM, He)KeJlaTelbHbIX Peaklyi, B TOM UKCJie CePbe3HbIX U
HeTpe/IBUIeHHbBIX, BO3HUKILNX MTPpU 00C/Ie/J0BAHUY U/ JIEUEHUU TTAIJHEHTOB C
BPOJK/IEHHBIMU U (WJ/IM) HAaC/IeZICTBEHHBIMU 3a00/IeBaHUSIMU

MeToauKY TIOITOTOBKHY K Tab0paTOPHBIM U MHCTPYMEHTA/ILHBIM UCC/IeJOBaHUSIM
JI71s1 HA3HaUeHUs1 U MOHUTOPUHTA MaTOreHeTUUeCKOro JieueHUsi MalleHTOB C
BPOXK/IEHHBIMU ¥ (WJIM) HAaC/IeZICTBEHHBIMU 3a00/IeBaHUSIMU

TpeboBaHUsT ACENTUKYU U aHTUCETTTUKH TTPU TTPOBEIEHUH TUAarHOCTUYECKUX
WCC/IeIOBaHUN 1 TIATOT€HeTUYeCKOTO JIeUeHHsI TIALIMeHTOB C BPOXKAEHHBIMU U
(vnM) HacsieICTBEHHBIMU 3a00/1eBaHUSMU

HeoTnoxxHble cOCTOsTHUSA, BbI3BaHHBIE BPOXKAEHHBIMU U (M/IM) HAaC/1eCTBEHHBIMU
3ab0/1eBaHUSIMH, 1 OKa3aHHe MeJUIIMHCKOM MTOMOIIU TIPU HUX

MKb

MK®

Oco0bble yc/ioBUs OTTyCKa K
pabote

[pyrue xapakTepuCTUKU

3.1.3. TpypoBas ¢pyHKIusA

HaumeHoBaHue

ITpoucxosaeHue 06001eHHOM
TPYyZA0BOU (HyHKLIMH

ITpoBeeHVe MeUKO-TEHETUUECKOTO
KOHCYJ/IbTUPOBAHUWA MAIJUEHTOB C
BPOJKJ€HHbIMU U (M/M) HaC/1eCTBEHHbIMU Koz A/03.8 YpoBeHb 8
3a00/1eBaHUAMU U UX POACTBEHHUKOB U ) KBa/M(pUKALIH
MalqUEeHTOB M3 I'PYIII PHUCKA, BbIAB/IEHHBIX
TP CKPUHUHTIe
OpuruHa i;ﬁr;ﬁﬁia}m 3 1250
Kog, PerucrpaljioHHbIN HOMep
OpHUTHHa rpo¢eccroHaIbHOTO
a CTaHjapTa

TpyoBble feliCTBUS

['eHeasiornueckuii aHanu3 WHGOPMaIMH, TTOJyYeHHOW O MaljueHTe C
BPOJK/IeHHBIMU U (W/IM) Hac/IeZICTBeHHBIMU 3a00/IeBaHUSIMU, U OTIpe/ie/ieHHe THIa
Hacsie/JoBaHUs 3a00/IeBaHUs B CEMbe

OrieHKa MPOrHO3a BO3MOXKHBIX BPOXKJEHHBIX U (WIN) Hac/1eCTBEHHBIX
3a00/1eBaHM Y TIOTOMCTBA B CEMbSIX MALIMEHTOB C BPOXKAEHHOU U (U/H)
Hac/e/JCTBEHHOMW 1aToJIOTHeH, a TaKKe Y 3[0POBbIX HOCHUTe/Iel MaTOreHHbIX
MyTalMi B TeHax MyTeM pacyeTa reHeTHYeCKOro prcKa

Pa3paboTka riaHa npoduaakTUyecKux MeporpUsTUAI 10 NpeAyIpexjeHHU0




BPOKJI€HHBIX U (WU/IM) Hac/IeZICTBEHHBIX 3a00/1eBaHU B CeMbe TIAaIJHEHTOB C
BPOXK/IEHHBIMU (W/TM) HAC/IeICTBEHHBIMU 3a00/1eBaHUSIMH, @ TAK)XKe Y 3/J0POBbBIX
HOCUTeJIel MaTOTeHHbIX MyTalliii B TeHaX, BK/IH0Yasi MpeHaTaJbHYI0 U (H/TH)
MIPEeUMIUIaHTALIMOHHYIO IMarHOCTHKY, B COOTBETCTBUU C TOPSAKAMU OKa3aHMUSI
MeIUL[UHCKOMN TIOMOIIH, KTHHUYeCKUMU PeKOMeH/al[UsIMU (TIPOTOKO/IaMH
JieueHus1) TI0 BOMPOCaM OKa3aHHs MeJUI[MHCKOM IMOMOIIH, C Y9eTOM CTaHJapTOB
MeAULIMHCKOW TTIOMOIIH

Pa3bsicHeHHe MaleHTy U (WIK) YieHaM ero CeMbH, a TaKxKe 3/[0POBbIM
HOCHUTeJISIM MaTOTeHHbIX MYTalUii B TeHaX WH(GOpPMaLMK 0 BPOXK/IeHHOM U (W)
HacJieICTBEHHOM 3a00/1eBaHIM, TeHETUUECKOM PUCKe POXK/eHHs TIOTOMKA C
BPOXK/IEHHBIM U (W/IM) HaC/Ie[ICTBEHHBIM 3a00/IeBaHHEM Y TIAlMEHTA U UJIEHOB ero
CeMbH, a TaKXKe y 3/I0POBBIX HOCUTeJIel TTaTOreHHbIX MYyTal[ii B TeHax, O
MeTo/laX jieueHust U MpohUIaKTUKU BPOXKJEHHOTO U (W) Hac/ieICTBeHHOTO
3abo/ieBaHus1, BK/TFOUAsi MPeHaTa/IbHYI0 U (W/IK) TPerMIIaHTal[MOHHYI0
JIMAaTHOCTUKY

Oka3aHye NCMX0JI0rMUeCcKOr MOMOILY NAljUeHTy C BPOXKJEeHHBIMU U (U/IN)
HacJ/ie/ICTBeHHBIMU 3a00/IeBaHUSMU U (U/TM) UI€HAM ero CeMbH, a TaKxKe
3/J0POBBIM HOCUTEJISIM NIaTOT€HHbIX MyTalliil B FeHax B MpoLiecce MPUHATUU
pelleHNst OTHOCUTE/IbHO UCII0/Ib30BaHUSl METO/I0B IMarHOCTHUKY U
npo(rIaKTUKK BPOXK/€HHBIX U (U/IM) Hac/le/ICTBEHHBIX 3a00/1eBaHUM, BK/IIOYast
NpeHaTa/IbHYI0 U (W/IK) MPeuMIIaHTalMOHHYI0 JUarHOCTUKY, ((OPMUPOBaHUS
PenpoAyKTUBHOIO MOBeJ|eHUs

[TpoBefeHMEe MeJUKO-TeHeTUUeCKOr0 KOHCY/IbTUPOBaHUS MAlJUeHTOB U3 TPy
PHCKA, BBISIB/IEHHBIX TIPU CKPUHUHTE, B TOM UHMC/Ie CKDUHUHTe OepeMeHHBbIX Ha
BpPOXX/IeHHbIe TTIOPOKU Pa3BUTHSI U XPOMOCOMHbIE aHOMa/IUM Y T1/710/1a, MaCCOBOM
00c/ieioBaHUM HOBOPOXK/IEHHBIX JieTell Ha Hac/ieICTBeHHbIe 3abosieBaHus,
MPeUMI/IaHTAalJMOHHOM CKPHHHKHTE B IPOrpaMMax BCIIOMOTaTeTbHbIX
PernpoyKTHUBHBIX TEXHOJIOTMH, a TAKXXe U/IeHOB CeMbH TMaleHTOB C
YCTaHOBJIEHHBIM [JUarHO30M BPOKJEHHOTO U (U/IK) Hac/ieICTBeHHOTr 0
3ab0/1eBaHus, a TaKXKe 3/[0POBBIX JIUL] C ITO/I03PEHHEM Ha HOCUTETBCTBO
MaTOreHHbIX MyTal[ii B TeHax

Heobxopymbie ymeHust

[TpoBOAUTL reHeaOTMUeCKUil aHaIu3, OTpe/ie/isiTh TUIT Hac/ie/JOBaHUs
3ab0s1eBaHMs C UCII0/Ib30BaHUEM JaHHBIX CEMEHHOTO aHaAMHe3a, Pe3y/IbTaTOB
obcnefoBaHuMs MalieHTa U (U/IK) ero POJCTBeHHUKOB

[Tonb30BaTbC METOJAaMU OLIEHKH MPOTHO3a BO3MOJKHBIX BPOXKJEHHBIX U (UJIN)
HacJieICTBeHHBIX 3a00/1eBaHUl Y TIOTOMCTBA B CEMbSIX TAl[UEHTOB C BPOXK/€HHOMN
Y (U11) Hac/ieICTBEHHOM MaTO/IOTHel, a TaK)Ke y 3J0POBbIX HOCUTe/Iei
MaTOreHHBIX MyTal[Mil B TeHaX MyTeM pacyeTa PUcKa MOBTOPEHUST BPOXKAEHHOTO
U (M1M) HacJie[CTBEHHOTO 3a00/1eBaHUsI B CEMbe

PaspabaTbIBaTh I/1aH MPOGUIaKTUUECKUX MEePOTPHUSATHI 110 TpeyTIpeKAeHHI0
BPOXK/IeHHBIX U (W/TK) Hac/ieICTBeHHBIX 3a00/1eBaHNi B CeMbe TalieHTOB C
BPOXK/JIEHHBIMU (WJTM) HaC/IeJCTBeHHBIMU 3a00/IeBaHUSIMHU, a TAaK)Ke Y 37J0POBbIX
HOCHUTe/Ied MaTOreHHbIX MyTal[ui B FeHaX, BK/IK0Uasi MpeHaTalbHy0 U (W/K)
NPeUMIIaHTALMOHHYIO JUarHOCTUKY, B COOTBETCTBUM C MOPSAKAMU OKa3aHUs
Me/IULIMHCKOM MTOMOLM, KTMHUYeCKUMH peKOoMeHJalusIMU (IIPOTOKOJ/IaMU
JIeyeHys1) 10 BOMPOCaM OKa3aHWs MeJULMHCKOU ITOMOLLY, C y4eTOM CTaH[apTOB
MeJULMHCKOW TTOMOLLIN

OmnpesiensTh MeUIUHCKHE TTOKa3aHUs K TTpeHaTa/IbHOW U (WUIN)
MPEUMIUIaHTALIMOHHOM TUAarHOCTHKE BPOXKJEHHOTO U (MJTH) Hac/ieICTBEHHOTO
3a00/1eBaHUs




[Tonp30BaThCSl METO/IaMU OKa3aHUSs TICUX0JIOTMYeCcKOi TIOMOIIH Tal[HeHTy C
BPOXK/IEHHBIMU M (W/IH) HaC/Ie[ICTBEHHBIMU 3a00/IeBaHUSIMU U (U/TH) UIeHaM ero
CeMbH, a TaK)Ke 37I0POBbIM HOCUTEJISIM IMaTOTeHHBIX MyTalliii B TeHax B Mpoijecce
TIPUHSITHS PellleHUs] OTHOCUTETbHO MCII0/Tb30BaHUsI METOZOB AMAarHOCTUKU U
MpOGUIAKTUKN BPOXK/IE€HHBIX U (M/IM) HAaC/Ie[CTBEHHbIX 3a00/1eBaHIH, BK/IFOUast
TpeHaTaabHYI0 U (WIK) PeUMITIAaHTAlMOHHYIO JUAarHOCTUKY, (hOPMUPOBAHUS
PernpoyKTUBHOTO TIOBe/[eHUS

[TpoBOAUTL MeUKO-reHETUUECKOe KOHCYIbTUPOBAHKeE Mal[MeHTOB W3 FPYII
PUCKa, BBISIB/IEHHBIX TIPU CKDUHUHTE, B TOM UMCJie CKpUHUHTe OepeMeHHbIX Ha
BPO’K/IeHHbIe TIOPOKH Pa3BUTHsI U XPOMOCOMHbIe aHOMA/IM y T1710/ia, MaCCOBOM
00c/1eZIoBaHUM HOBOPOXK/IEHHBIX JieTell Ha Hac/leICTBeHHbIe 3a00/IeBaHus,
MpPeUMIJIaHTaLJMOHHOM CKPHHHKHTE B IPOrpaMMax BCIIOMOTaTeTbHbIX
PenpoAyKTHUBHBIX TEXHOIOTUM, a TAK)Ke UIeHOB CeMbH MaLieHTOB C
YCTaHOBJIEHHBIM JIMarHO30M BPO>KJ€HHOT0 U (W/1K) Hac/ieICTBEHHOTO
3ab0/1eBaHus, a TaK)Ke 3/JOPOBBIX JIMI] C TI0Zj03peHHeM Ha HOCUTE/TLCTBO
MaTOreHHbIX MyTal[1ii B TeHax

PYKOBO,E[CTBOBEITI:CH TMMPpHUHLHWITIaMHA Me,E[HI_[HHCKOﬁ 3TUKHW U A€OHTOJIOTHUU T1PH
MpoBeIeHNHU MeTUKO-TEHETUYECKOI'0 KOHCYJ/IbTUPDOBAHUA

HeobOxoaumble 3HaHUS

[MTopsioK OKa3aHUsI MeIUI[UHCKOM TTOMOII[H Mal[ieHTaM C BPOXKAEHHBIMU U (W)
Hac/1e[CTBeHHbIMU 3a00/1eBaHUAMU

CTaHAapThl IePBUYHON MeJUKO-CaHUTapHOM TIOMOIIIH, CIIeLAaIn3HPOBAHHOMN
MeJULIMHCKOM TOMOIIH MaljieHTaM C Hac/Ie[CTBEHHBIMH U (M) BPOXKJEHHBIMH
3ab0J/ieBaHUSIMU

[TpUHLIUTIBI TeHeaIorMueCcKOTo aHa/lK3a; MpaBuia U CUMBOJIBI 7Sl TpPauuecKoro
1300pa)keHUs reHeaIorvu, TUTTbI Hac/IeZil0BaHUsS BPOXKEHHBIX U (WIN)
Hac/Ie/[CTBEHHBIX 3a00/1eBaHUH

[TpyHLMIIBI pacyeTa pUcKa MOBTOPEHUSI BPOXKZEHHOT0 U (W/IM) Hac/leCTBEHHOTO
3ab0s1eBaHMs B CEMbe C YUeTOM THIIA Hacjie/JOBaHUs

MeTobl TIpeHaTa/IbHOM Y TIPEeMMIIAaHTALMOHHON JUarHOCTUKYU BPOXKJE€HHBIX U
(vnv) HacsieICTBEHHBIX 3a00/1eBaHUH, MeUIIMHCKUE TTOKa3aHUs U Me/IUI[UHCKIe
TPOTHBOMNOKA3aHUs K UX MPUMEHEHUIO

OcCo6eHHOCTH MeTUKO-TeHeTUUeCKOT0 KOHCY/TbTUPOBAHUS Mal[UeHTOB U3 TPYTII
PUCKA, BBISBJIEHHBIX TIPU CKPUHUHTE, B TOM YKC/Ie CKPUHUHTE OepeMeHHBIX Ha
BpOXKZIeHHbIe TIOPOKM Pa3BUTHSI U XPOMOCOMHbIE aHOMa/IMM Y T1710/la, MaCCOBOM
obcneoBaHUM HOBOPOXK/IEHHBIX ZleTeld Ha Hac/ie[ICTBeHHbIe 3a00/IeBaHMsl,
MPeUMIL/IaHTal[MOHHOM CKPUHUWHTEe B POrpaMMax BCIIOMOTaTe/IbHbIX
PernpoyKTHUBHBIX TEXHOJIOTHH, a TAKXXe U/IeHOB CeMbH TMalieHTOB C
YCTaHOBJIEHHbIM IMarHO30M BPO’KJ€HHOT0 Y (U/IK) Hac/eICTBEHHOT O
3a00/1eBaHus, a TAK)Ke 3/[0OPOBBIX JIMI] C MIOZI03PeHHEM Ha HOCUTE/ILCTBO
MaToreHHbIX MYyTalLUi B reHax

[TpUHLIUIIBI MeIULIUHCKOUM STHUKU U JeOHTOIOTUU

OCHOBBI KITMHHUECKOM TICUX0JIOTUHA

Oco6blie yc/ioBUS AOMyCKa K
pabore

[pyrue xapakTepUCTUKU

3.1.4. TpypoBasi pyHKIHA

HanmenoBanue [TpoBeneHre MeAULIMHCKUX KCIIEPTU3 B Kop, A/04.8 YposeHb 8

OTHOILIEHWH TIALMEHTOB C BPOK/I€HHBIMU U KBa/IpUKALHA




IMpoucxoxaerre 06001IeHHOH

TPY/10BOM HyHKLIH

’(I/IJII/I) HacJie/[CTBeHHBIMHU 3a00/1€BaHUSIMI

[ ]

[ ]
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Koz
OpUrHHa
a

PervcrpalioHHbIN HOMep
npo¢ecCOHaNBHOTO
CTaHJapTa

TpyzoBbIe elCTBUS

HETPY/I0CITIOCOOHOCTH

HpOBE,[[EHI/Ie 3KCITIepTU3bI BPEMeHHOﬁ HEprAOCl'IOCO6HOCTI/I IIallMeHTOB C
BPOXIE€HHBIMU 1 (I/IJII/I) Hacd/1eJCTBEHHbIMH 3&16OJ'IEBEIHI/IHMI/I, BbIJd4d JITMCTKOB

[ToaroroBKa He0OXOJUMOM MeAUITMHCKOM JOKYMEeHTAI[|H [/l HarpaB/ieHUs Ha
MeJKO-COLIMA/IbHYI0 SKCMePTU3y NallUeHTOB C BPOXKAEHHBIMU U (H/TN)
Hac/1e[CTBeHHBIMU 3a00/1eBaHUAMU

COLIMAJ/IbHYIO 3KCIIepTU3y

HarnpaB/ieHre MalieHTOB C BPOXK/I€HHBIMU U (U/TH) HaC/ieICTBeHHBIMU
3a00/1eBaHUSIMH, UMEFOIIUX CTOMKOE CHIDKEHHE TPY/J0CIOCOOHOCTH, Ha MeIUKO-

HeobOxopumbie ymeHust

OnpezensTh MPU3HAKK BPEMEHHOM HETPY/J0CITIOCOOHOCTH, BK/THOUasi IPU3HAKU
He0OX0IMMOCTH yX07a 3a O0/bHBIMU WieHAMU CeMbU, TIPU3HAKK CTOHKOTO

Hapy1eHus: PyHKI[UM OPraHOB ¥ CUCTEM OpPTraHOB, 00yC/IOB/IEHHOTO
BPOXK/IEHHBIMU U (WJ/IM) HAC/IeZICTBEHHBIMU 3a00/1eBaHUSIMU

OrnpefiensiTb MeJULIMHCKYE TIOKa3aHUs [1J1s1 HarlpaB/ieHUsl MaLyeHTOB C
BPO’KJ€HHBIMH U (W/TH) HAC/Ie/[CTBEHHBIMU 3a00/IeBaHUSAMU [IJ1sI TIPOXOKIAEHUSI
MeUKO-COLIMa/IbHOW KCIepTH3bl

['oToBUTH H606X0,£[I/IMYI-0 MEeIUIUHCKYI0 JOKYMEHTALIWIO [JId HAllpaBJ/IEHWS Ha
MeAWKO-COLNA/IbHYI0 3KCIIepTU3y ITalJUeHTOB C BPOXXIAEHHBIMU 1 (I/I]'[I/I)
Hac/ie JCTBeHHBIMI 3a00/1eBaHUAMHU

Heobxoaumble 3HaHUS

[TopsifioK BbIJauu JIMCTKOB HETPYJOCIIOCOOHOCTH

COHAJ/IbHYIO 3KCIIepTU3y

MeauiMHCKMe TI0Ka3aHWs /11 HaTlpaB/IeHust TIal[ieHTOB, UMEIOIHUX CTOMKOe
HapyieHue (GyHKIMU OPTaHOB U CUCTEM OpPraHoB, 00yC/IOB/IeHHOe
BPOXK/IEHHBIMU M (W/IH) HaC/IeICTBEHHBIMU 3a00/1eBaHUSIMU, HA MEJIUKO-

TpeboBanusi K 0ohopMIeHNIO MeJULIMHCKOM JOKYMeHTALIMK /i/Is1 HarlpaB/ieHusl Ha
MeIMKO-COLIMa/IbHYH0 SKCIepTU3y NaleHTOB C BPOXKEeHHBIMU U (UJIN)
Hac/1eICTBEHHBIMU 3a00/1€BaHUSIMU

Oco6blie yc/ioBUS AOMyCKa K

pabore

[pyrure xapakTepUCTUKU -

3.1.5. TpypoBas pyHKIHA

HanmeHoBaHue

[MTpoucxosxaeHre 06001IeHHOM

TPYZAOBOM (HyHKIUH

[TpoBesieHMe U KOHTPO/b 3(PPEKTUBHOCTH
MeIML[UHCKON peabuIMTal[uu MaljieHToB
C BPOKJE€HHBIMU U (U/IN)
HacJIe/ICTBEHHBIMU 3a00/1eBaHUSIMU, B TOM
yuc/ie TIPY peanr3aluyy MHAUBUYalbHbIX
MIpOTrpaMM peabuIUTaLy TN
abunMTaI[uy UHBATU/IOB

Kog,

A/05.8

YpoBeHb

KBa/MUKaLuy

OpuruHan X

OpUrMHana

3auMMCTBOBaHO U3
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Kon PerucrpaijioHHbIit HOMep
OpWTHMHa nipodeccroHaNBEHOTO
a CTaHgapra

TpyzoBbIe elCTBUS

CocTaBjieHue 1y1laHa MEePOTNPUSATHH 110 MeAULMHCKON peabWTUTALMHU Mal[ieHTOB
C BPOXKJIeHHBIMU U (W/T1) HaC/IeJCTBEHHbIMU 3a00/1eBaHUSIMU B COOTBETCTBUN
JIeMCTBYFOIIMM TIOPSIIKOM OpraHW3aluy MeIUI[UHCKON peabuIuTaliuu u
TOPSIJKOM OpraHu3aliy CaHAaTOPHO-KYPOPTHOTO JIeUeHUs!

HaripaBnieHue naijyeHTOB C BPOXKJ€HHbIMU U (U/IM) HaC/ieICTBeHHbIMU
3ab0/1eBaHUSIMU K BpayaM-CrieLidaiCcTaM [jis Ha3HaueHUsl ¥ TIPOBe/[eHUsI
MepOTPUSTUN MeIULIUHCKON peabunTaljuu, CaHaTOPHO-KyPOPTHOTO JieUeHus], B
TOM UKCJIe TIPU peair3aliiy WHIUBUyaIbHOW TIPOTPaMMbI peabuIuTarii Uin
abuMTaI[uM UHBAU/OB, B COOTBETCTBUU ZIEUCTBYIOIUM MTOPSJKOM
OpraHu3al[ui MeJAULIMHCKOW peabu/IuTaly U TTOPSIZIKOM OpTraHU3al[uu
CaHaTOPHO-KYPOPTHOTO JIeUeHUsI

OteHka 3¢ GeKTHBHOCTH U 6€30MacCHOCTH MEPOTIPUSTHI 10 MeJULIMHCKOH
peabuMTaLK MalMeHTOB C BPOXKEHHBIMU U (W) HaC/1eICTBEHHBIMU
3a00/1eBaHUSIMU

Heobxomvmbie ymMeHUst

OnpefenaTs MeAULIMHCKUE TTOKa3aHUsSI U MeJULIMHCKUe TIPOTUBOIIOKAa3aHusl JJis
TIPOBe/IeHUsT MEPOTIPUSTHH 110 MeJULIMHCKOW peabMIMTalvy TIallieHTOB C
BPOXK/IeHHBIMH U (W/TH) Hac/leICTBeHHBIMU 3a00/1eBaHUSIMU, B TOM UHCJIe TIPU
peanM3arivy UHAUBUYaJTbHOU MTPOrpaMMbl peabuMUTaIK WA aOUTUTaI[AN
WHBAJ/IW/IOB, B COOTBETCTBUU JEUCTBYIOLIUM TOPSIKOM OpPraHu3alyuu
MeIUI[UHCKON peabuIMTal[iy U TIOPSIKOM OpraHU3aliiy CaHaTOPHO-KyPOPTHOTO
JieueHust

PaspabaTbIBaTh I/IaH MEPOTIPUSATUAN TI0 MeIUI[UHCKON peabUIMTaI[|K Mal[ieHTOoB
C BPOXKJIeHHBIMU U (W/T1) Hac/le/ICTBeHHBIMU 3a00/IeBaHHSIMU, B TOM YKCJIe TIPU
peanu3aliv UHIUBUYaIbHOM MPOrpaMMbl pPeabUIUTaly WA aOUIUTalum
VHBa/IM/I0B, B COOTBETCTBUU [IeMCTBYIOLLMM TOPSIJKOM OpraHu3alyiy
MeIUI[UHCKON peabuIMTal[iy U TIOPSIZIKOM OpraHU3aliuy CaHaTOPHO-KyPOPTHOTO
JieueHust

OuieHuBaTh 3(h(HEKTUBHOCT ¥ 6€3011aCHOCTh MEPOTTPUSATHH 110 MeULIMHCKOU
peadbuMTalMy MalMeHTOB C BPOXKAEHHBIMU U (/1) HAaC/IeJCTBeHHbIMU
3ab0/1eBaHUSIMH, B TOM YKCJIe TIPY Peasn3aldi POrpaMMbl peabUIuTaLuy UiH
abunMTal[uy MHBAINU/OB

Onpefenarb MeJULIMHCKME MTOKa3aHUs U MeJULIMHCKUE TIPOTUBOIIOKAa3aHusl JJ1s
HaripaBJieHusl TIALJUeHTOB C BPOXKAEHHbIMU U (W/1M) Hac/1e[iICTBEHHbIMU
3ab0/ieBaHUSIMU K BpauaM-CIiel[iaicTam Ji/isi Ha3HaueHusl U TIPOBeZieHuUsI
MEpONPUATUN MeIUIUHCKON peabuIMTal[uM, CAHATOPHO-KYPOPTHOT'O JIEUEeHUs], B
TOM YKCJIe TIPU pean3aliy WHIUBUAYaIbHOU TIPOTPAMMBbI peabuIuTarii Uin
abunMTal[uv UHBAIW/OB, B COOTBETCTBHUHU C TIOPSIIKOM OpraHU3alid
MeAWLIMHCKOW peabuIUTaliy ¥ TIOPSIIKOM OpraHU3al[ii CAaHaTOPHO-KYPOPTHOTO
JieyeHUust

Heobxogumble 3HaHUS

CTaHAapThl IePBUYHON MeJUKO-CaHUTapHOM TIOMOIIIH, CIIeLAaIn3HPOBAHHOMN
MeJULIMHCKO ITOMOILH MaljieHTaM C BPOXKEHHBIMH U (WM/IK) Hac/ie[CTBeHHBIMU
3ab0J/ieBaHUIMU

[Topsimok oKa3aHWsl MeJULIMHCKOM MOMOIIM MaljieHTaM C BPOXKJeHHBIMU U (U/IN)
Hac/1eICTBEHHBIMU 3a00/1€BaHUSIMU

KnuHnyeckre peKoMeHaliuu (TPOTOKOJIbI JIeUeHHsT) TI0 BOITPOCaM OKa3aHHs
MeIUI[UHCKOM TIOMOIITH MalfieHTaM C BPOXKIE€HHBIMHU U (W/IH) HaC/1eICTBEHHBIMHU
3a00/1eBaHUSIMU




OCHOBBI Me/IULIMHCKOM peabW/IMTaI[iK MALMeHTOR C BPOXK€HHBIMU U (MJTH)
Hac/IeICTBeHHBIMU 3a00/IeBaHUSIMU, B TOM UHC/IE TIPH peau3aliiu
VH/IVBU/YabHOM MPOrpaMMbl peabUIMTaI[Ui UK aOWTUTALUH MHBA/TU/IOB

MeTo/ibl MeULIMHCKOW peabM/TUTALIMH TMALMeHTOB C BPOXKAEHHBIMU U (HJIN)
Hac/IeICTBeHHBIMH 3a00/IeBaHUSIMU, B TOM UHCJIE TIPH peaii3aliiu
VH/IVUBU/Ya/IbHOM MPOrpaMMbl peabUIMTaI[iK UM aOWTUTAliH MHBAJTH/IOB

MeauiMHCKMe MOKa3aHWs U MeJULIMHCK1e TIPOTHBOIIOKAa3aHusl K MPOBeeHUI0
Me/IUI[UHCKON peabuIMTaI[|uH MAl[UeHTOB C BPOXK/I€HHBIMU U (VJTH)
HaCJ1e/ICTBEHHBIMU 3a00/IeBaHUSIMU, B TOM UHCJI€ UHIUBU/IYa/TbHON TIPOTPAMMBI
peabuMTalM ¥ aOUTUTALIMA WHBAJTU/IOB

MeauiHCKHe MOKa3aHWs [I/1s1 HallpaB/IeHUs! TTAal[UeHTOB C BPOKJ€HHBIMU U
(vnu) HacsieICTBEHHBIMU 3a00/1eBaHUSIMU K BpayaM-CIeliiaIucTam Jijist
Ha3HaUeHUsi MepOTIPUATHI MeJUIIMHCKOM peabuinTaliuy, CaHaTOPHO-
KYPOPTHOTO JieUeHUsI, B TOM UKCJ/ie NIPU peasn3aliyd UHMBUTyalbHOU
MIPOrpamMMbl peabuIUTaIMU UKW aOUIUTAl[UM UHBATU/0B

Crioco0OblI TpejoTBpaILeHHsT WX YCTPAHEHHUS OCIOKHEHUH, TTI0O0UHBIX
JIeMCTBUH, HeXKe/laTe/TbHBIX Peakilyii, B TOM UMCJIe CePbe3HbIX U
Herpe/BU/IeHHbIX, BO3HUKIIIUX B Pe3y/IbTaTe MEPOIPUATHH 110 MeAUIMHCKOW
peabuMTaIK MalMeHTOB C BPOXKEHHBIMU U (W) HaC/Ie[CTBEHHBIMU
3a00/1eBaHUAMUA

MK®

Oco0ble yc/1oBUS JOITyCKa K
pabore

[lpyrue xapakTepucTUKU -

3.1.6. TpypoBasi pyHKIMA

[TpoBeneHre U KOHTPO/Ib 3PGHEeKTUBHOCTU
MEpOIPUATHH T10 TTPOGMUIAKTHKE YpoBeHb
HauMeHoBaHue porip pod Kog A/06.8 P 8
BPOJK/IeHHBbIX U (W/IM) Hac/IeICTBEeHHbIX KBaTMHKALIH
3aboeBaHu
IMpoucxoxaeHre 06001eHHOH 3alMCTBOBaHO 13
P KA B Opurunan X 1250
TPYJOBO#A QYHKLM OpUrvHama
Koz PerucrpauvioHHbIN HOMeEp
OpUTHHA npothecCHoHaTBLHOTO
a cTaHJapTa
TpyaoBbie eHCTBUS Ha3HaueHue 1 KOHTPOJIb 3 (HEKTUBHOCTH MEPOTPUSATHH T10 MPOMUIaKTHKe

BPOXKJ€HHBIX U (W/I1) Hac/ieZICTBeHHbIX 3ab0/ieBaHUI B COOTBETCTBUU C
MopsiiIKaMy OKa3aHUs1 MeUI[MHCKOW TTOMOIIIU, KIMHUUeCKUMU PeKOMeHAaLusIMHU
(mMpoTOKOJ/IaMU JieueHUs1) M0 BOMPOCAM OKa3aHWs MeJIULIMHCKOM TTOMOLLH, C
y4eTOM CTaHJapTOB MeAULIMHCKOW MOMOLLU

OpraHu3anusi ¥ 1poBe/ieHre CKPUHUHTA Ha BPOXKeHHbIe U (WIN)
Hac/leICTBeHHbIe 3a00/IeBaHUs, B TOM UKMC/Ie CKDUHUHTA OepeMeHHBIX Ha
BPO’K/|eHHbIe TIOPOKM Pa3BUTHSI U XPOMOCOMHbIe aHOMaJ/IMM Y T/I0/ia, MacCOBOI0
o0csieioBaHUsI HOBOPOXK/IEHHBIX JleTell Ha Hac/ie[iICTBeHHbIe 3a00/ieBaHus,
MPeUMILIaHTal[MOHHOTO CKPUHUHTA B MPOrpaMMax BCIIOMOTaTe/IbHbIX
PENpoAYKTUBHBIX TEXHOJIOTHH, a TaK>Ke 00C/IeZIoBaHUS U/IEHOB CEMbH
MalMeHTOB C yCTaHOBJIEHHBIM IMarHO30M BPOXKAEHHOT0 U (W)
HaC/IeICTBEHHOTO 3a00/1eBaHus M 3[0POBBIX HOCHTEJIEH MaTOreHHbIX MYTal|ii B




reHax

OmnpeeneHre MeAUIIMHCKUX TTOKa3aHUH K TIPOBEZIEHUIO JTa00OPaTOPHBIX U (W/IH)
MHCTPYMEHTA/TbHBIX UCC/IeZIOBAaHUM MAl[HeHTOB U3 IPYTIN PUCKA, BbISIBIEHHbBIX
TIPU CKPUHHKHTe, B TOM UHC/ie CKDUHUHTe OepeMeHHBIX Ha BPOXK/[eHHbIe TIOPOKH
Pa3BUTHS U XPOMOCOMHBIE aHOMAJTMHU Y TI0/]a, MaCCOBOM 00C/1e/I0BaHUH
HOBODPOX/IEHHBIX JieTeli Ha Hac/le/ICTBeHHbIe 3ab0ieBaHus,
MPEeUMIUIaHTALIMOHHOM CKPUHHHTE B IPOrpaMMax BCTIIOMOTaTeTbHbIX
PerpoAyKTUBHBIX TEXHOJIOTHH, a TAK)Ke UIeHOB CeMbU TalleHTOB C
yCTaHOBJIEHHBIM [[JUarHO30M BPOXK/I€HHOTO U (MJ/IK) Hac/Ie[ICTBEHHOT'O
3ab0sieBaHus, a TAKXKe 3/[0POBBIX JIHL] C M0JJ03PeHHeM Ha HOCHUTETbCTBO
MaTOreHHBIX MYTal[ii B TeHax

Ocy1iecTB/IeHHe TUCTIAHCEPHOTO HAOJTIOZIeH ST 3a TALIMeHTaMH C BPOXKIEHHBIMU
Y (UM) Hac/IeICTBEHHBIMU 3a00/1eBaHUSIMU

[TpoBe/ieHHe CAaHUTAPHO-TIPOCBETUTETLHOM pabOThI Cpe/ii MAIJMeHTOB U UJIEHOB
HX CEMbH, MeIUIIUHCKUX PaOOTHUKOB 0 BOMPOCAaM MPOQHIaKTUKH
BPOXK/IEHHBIX U (W/TH) Hac/IeICTBEHHBIX 3a00/1eBaHU

HeobOxopumbie ymeHust

Ha3Hauathb 1 0Cy111eCTB/IATb KOHTPO/Ib 3((eKTUBHOCTU MePOIPUSITUH TI0
NpodUIaKTHKe BPOXK/IEHHBIX U (U/K) HAaC/le/[CTBEHHbIX 3a00/1eBaHUi B
COOTBETCTBUHM C TMOPSIKAMU OKa3aHWsl MeJULIMHCKOW TTOMOILIH, KITMHUYeCKUMU
peKoMeH/jalusiMu (MPOTOKOJIaMH JIeueHus1) 10 BOMPOCaM OKa3aHUs
MeJMLIMHCKOW TTIOMOIIH, C YUEeTOM CTaH/AapTOB MeJULIMHCKOU ITOMOLLN

Ocy1ecTB/IATh OpraHU3aljii0 CKPUHUHTA Ha BPOXK/|€HHbIe U (UJTN)
HacJieiIcTBeHHbIe 3ab0JsieBaHus, B TOM UKC/Ie CKDUHUHTA OepeMeHHBIX Ha
BpPOXX/IeHHbIe TTIOPOKU Pa3BUTHSI 1 XPOMOCOMHbIE€ aHOMAaJIUU Y TI710/ja, MaCCOBOTO
o0csieoBaHUsSI HOBOPOJK/IEHHBIX JleTeld Ha Hac/ieJICTBeHHbIe 3a00/1eBaHMsl,
MpPeUMIJIaHTALMOHHOTO0 CKPUHKHTIA B IMPOrpaMMax BCIIOMOTaTeTbHbIX
PerpoAyKTUBHBIX TEXHOJIOTHH, a TakKe 00C/IeZIoBaHUs U/IeHOB CEMbHU
TMalyeHTOB C yCTaHOBJIEHHBIM [JUarHO30M BPOKJEHHOTO U (U/In)
Hac/IeICTBEHHOT0 3a00/1eBaHus U 3J0POBBIX HOCHUTE/IEH MaTOreHHbIX MYyTal[ii B
reHax

Onpegenars MeAUIIMHCKKE ITOKa3aHUs K MPOBe/IeHHO J1Tab0pPaTOPHBIX U (MJTH)
WHCTPYMEHTA/IbHbIX UCC/IeJOBaHMM MAallMeHTOB U3 TPYNN PUCKA, BbISIBIEHHBIX
TIPU CKPUHUHTE, B TOM UHMC/Ie CKDUHUHTe OepeMeHHBIX Ha BPO>K/IeHHbIE TTIOPOKH
Pa3BUTHSL 1 XPOMOCOMHbIE aHOMaJIU Y TI/I0Zia, MacCOBOM 00C/IeZIoBaHUM
HOBODOX/IeHHBIX JieTeli Ha Hac/ieICTBeHHbIe 3abosieBaHus,
MPeUMIL/IaHTal[MOHHOM CKPUHUWHTEe B POrpaMMax BCIIOMOTaTe/IbHbIX
PEINpoYKTUBHBIX TEXHOJIOTHH, a TaK>Ke TIpY 00C/1eZI0BaHUM UIEHOB CEMbH
MalMeHTOB C yCTaHOBJIEHHBIM /IMarHO30M BPOXKAEHHOT0 U (W)
HacJIeICTBeHHOTO 3a00/IeBaHus, a TaKXKe 3/[0POBBIX JIUI] C TTO/I03PEHHEM Ha
HOCHUTEbCTBO MAaTOreHHbIX MyTal[|ii B TeHaxX

[TpoBoUTH AMCTIaHCEpHOE Hab/I0/IeH e TTAal[UeHTOB C BPOXK/I€HHBIMH U (VJTH)
Hac/e/[CTBeHHBIMU 3a00/1eBaHUAMU

[TpoBOUTH CAHUTAPHO-TIPOCBETUTE/IBHYIO PabOTy Cpe/iy Mal[ieHTOB U WIEHOB
UX CeMbU, MeJULIUHCKUX PabOTHUKOB TI0 BOTIPOCaM MPOQPUIaKTUKH
BPOXK/IeHHBIX U (M/IM) Hac/eICTBEHHbIX 3a00/eBaHU

B3aumoieiicTBOBaTh C BpauaMH-CIieliiaICcTaMH 110 BOIIPOCaM TPOH/IaKTHKH
BPOKJEHHBIX U (W/IM) Hac/leZICTBEHHBIX 3ab0/1eBaHUi

Heobxoaumble 3HaHUS

[TopsiioK OKa3aHWsl MeJULIMHCKOM MOMOIIM MaljieHTaM C BPOXKJeHHBIMU U (U/IH)
HacJieICTBeHHBIMU 3a00/1eBaHUSIMU

[TpUHLMIIBI OCYILIeCTB/IEHHS] CKPUHMHIOBBIX ITPOrPaMM C 1ieJIbI0 PAHHEr0




BBISIBJIEHHS BPOXK/IEHHBIX W (/M) HaC/IeJCTBEHHBIX 3a00/1eBaHHI

MeauiMHCKMe TI0Ka3aHusl K 1abopaTOpHbIM U MHCTPyMeHTaIbHbIM
WCC/IelOBaHUSM TAlLjMeHTOB U3 FPYIIIT PUCKA, BbISBJIEHHbIX NIPY CKPUHUHTE, B
TOM YKCJie CKpUHUHTe OepeMeHHBIX Ha BPOyK/IeHHbIe TIOPOKU Pa3BUTHS U
XPOMOCOMHbIe aHOMaJIWH Y T17I0/la, MacCOBOM 00C/1e/J0BaHUN HOBOPOXK/J€HHBIX
JleTell Ha Hac/IeICTBeHHbIe 3a00/1eBaHus, TPeUMITIAHTALIMOHHOM CKPHUHUHTE B
MporpamMMax BCIIOMOTraTe/bHbIX PeNpPOAYKTUBHBIX TEXHOJIOTHM, a TaKKe
o0c/e[0BaHMM WIEHOB CeMbU MalMeHTOB C YCTaHOB/IEHHBIM /JUarHO30M
BPO’XKJ,EHHOT0 U (U/I1) Hac/le[,CTBEHHOrO 3ab0/ieBaHus, a TakKe 3/J0POBBIX JIUL] C
110/103peHreM Ha HOCUTe/IbCTBO NTaTOreHHbIX MyTaljii B reHax

[TpUHLIUIIBI AUCTIAHCEPHOTO HAOIOZIeHUs 3a MallieHTaMH C BPOXKeHHBIMU 1
(MM Hac/IeICTBEHHBIMU 3a00/1eBaHUSMU

@®opMbI ¥ METOZIbI CAHUTAPHO-TIPOCBETUTETbHOM pabOThI Cpe/ii TaljueHTOB U
YJIeHOB UX C€MbH, MeJUI[UHCKHUX paOOTHUKOB TI0 BOTIPOCaM MPOGUIaKTUKH
BPOXKJEeHHBIX U (W/IM) Hac/ieZiICTBeHHbIX 3abosieBaHU

MKb

MK®

Oco0bble yc/ioBUs OTTyCKa K
pabore

Jpyrue xapakTepuCTUKU

IV. CBE,E[EHI/IH 00 Opra"Hm3anufAax — pa3pa60Tunax l'lpO(l)ECCI/IOHaJIbHOI‘O CTaHAAQPTAa

4.1. OTBeTCTBeHHAasi OpraHu3ana-pa3padoTUuK

Ob6rmepoccuiickast o01jecTBeHHast opraHu3alyst «Poccuiickoe o01eCTBO MeJULIMHCKUX TeHETUKOB» TOPO/,

Mocksa

4.2. HanMeHOBaHMsA OpraHU3anuii-pa3padoTunKoB

Coro3 MeguIMHCKOTO coobiriectBa «HarmonanbHass MeguiiuHckast [1anara», ropog Mockea

ACCOL[I/IaL[I/IH MeAULUHCKUX '€HETUKOB, I'OpOJ MockBa

OI'BHY «Menuko-reHeTHYeCKUM Hay4YHbIN LIeHTp», ropog, Mocksa

AIWIN|F

HUW menuuMHCKON reHeTHKH - CTPYKTypHoe nogpaszenenue ®I'BHY «ToMckuil HaljuoHa/IbHbIN
VCC/Ie/J0BaTe/IbCKUA MeJULIMHCKUM [IeHTp POCCHICKOM akaZileMUH HayK», ropog, ToMck

5 I'BY3 «HayuHo-ucciejoBaTe/IbCKU UHCTUTYT - KpaeBast KJTMHUUecKasi 6osibHMIIA 1 uMeHu nipodeccopa

C. B. Ouanosckoro», ropog KpacxHozap

6 I'BY3 CO «KnuHUKO-uarHocTuueckui rieHTp «OXpaHa 3710pOBbsi MaTepU U pebeHKa», TOpOoj

ExarepuHOypr

7 ['AY 3 «KpaeBoli KIMHAYECKUU LIeHTP CreLdaTu3upPOBaHHbIX BU0B MeIULIMHCKOW MTOMOIIW», TOPOJ

BnagvBocTok




