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CMNNCOK COKPALLEHUN

AJIT — anaHMHaMuHOTpaHCPepasa

ACT — acnapraramMmmnHotpancdepasa

I'b — rnmkorenoBas 60e3Hb

VIPT — uMMyHOpeaKTUBHBII TPUIICYHOTeH

KT — xommblotepHast Tomorpadus

K®K — xpearnndochokunasa

JIOT' — nmaxraTaerniporeHasa

[IITP — nonumepasHas LenHas peakius

TMC — TaHeMHasA Macc-CIIeKTPOMeTpHs

XMMA — XpOMOCOMHBIIT MUKPOMaTPUYHBIN aHAIN3

MLPA (multiplex ligation-dependent probe amplification) — mynprumnmexc-
HasA JINTa303aBUCUMAA aMIUINPUKAIVA IPo6

NGS (next-generation sequencing) — MaccoBoe IapajjlelbHOe CEKBEHMU-
poBaHue

qPCR (quantitative real-time polymerase chain reaction) — ITLIP B pexume
peasbHOrO BpeMeH!
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MOACHUTEJNIbHAA 3ATMUCKA

CopeprkaHue Kypca OIpefie/iieTCs HacToALIeil 060pa3oBaTe/IbHOI IPO-
rpaMMoIi, paspabOTaHHO 1 YTBEP>K/EHHOI defepanbHBIM TOCyaap-
CTBEHHBIM aBTOHOMHBIM yupexneHyueM «HalumoHanbHbIN MeIVIIMHCKII
UCCeloBaTeNbCKNUIT LIEHTP 3/10pOBbA JleTeli» MuHUCTEpCTBa 34paBo-
oxpaHeHus Poccuiickoit @epepanun (PrAY «HMMUII 3gopoBbs meTeii»
Munsgpasa Poccun).

ITporpamma npefHasHavyeHa Jjid [efUaTpOB, HEBPOJIOrOB, IIy/IbMOHOJIO-
TOB, KapAMOJIOrOB, HePOJIOrOB, FACTPOIHTEPOJIOTOB, IEPMATOIOTOB, TeHe-
THMKOB, peabV/INTOIOTOB 1 Bpadeil 001Leil TPaKTUKIL.

Peanusanyusa nmporpaMmbl NOBBINIEHNA KBaMMPUKAINY HAIIPaBIeHa
Ha COBEPUIEHCTBOBaHNE IIPO(eCcCHOHANTbHBIX KOMIIETEHIINI MEIUIIMHCKIX
PabOTHMKOB B BOIIPOCAX AMATHOCTUKY, Ay depeHnanbHOl JUarHOCTUKIL,
JIeYeHVsI U peabVIUTALMY TeTeil C pefKUMU O0Ie3HAMA.

HopmaTuBHBII 00beM TPYyZ0eMKOCTH MPOTPAaMMBIL: 36 aKajgeMmye-
CKMX YacOB.

ITpu peanmsanuy NporpaMMbl aKaZeMM4ecKIIl 4ac yCTaHABIMBACTCS
HIPOJO/DKUTENbHOCTBIO 45 MUHYT.

®opma 06ydeHMA: OYHAA C IPUMEHEHNEM IUCTAHIMOHHBIX 00pa3oBa-
TE/IbHBIX TEXHOJIOTUIL ¥ 9TIEKTPOHHOTO 0Oy4YeHMS.

KoHTuHreHT 06yyaromuxca: Bpauy aMOy/IaTOPHOTO ¥ CTAI[MIOHAPHOTO
YPOBHeIT yUpe>KIeHMiT 3paBOOXpaHeHN s, MMEIOIIIe BbIclIee podeccuo-
HaJIbHOE (MeUIIMHCKOe) 0O0pa3oBaHue IO CIelnanbHOCTH «JIede6HOe aemo»
wm «IlegraTpus», NOATBEp>KAeHHOE AUIUIOMOM 06 06pa3oBaHmu, u cep-
TdUKaAT M0 OfHOI U3 cnennanbHocrei: «Ileguarpus», «HeBpomorus»,
«ITynbmonoNMOINA», «TacTposnTeponorusy», «Hedpomorus», «Kapauonorns»,
«[lepmaTonorns», «leHeTnKa».

AxrtyanbpHOCTD IporpamMmsl. Penkie (opdanHble) 3a60/1eBaHMA — >KN3-
Heyrpo)kalolljyie ¥ XpOHUYecKue Iporpeccupymolne 3aboneBanns, npu-
BOZALIME K COKPAIleHNIO MPOAO/DKUTETbHOCTY KM3HY IPaK/IaHNHA VN
VHBAIMIHOCTY, KOTOPbIE IMEIOT PacCIpOCTPaHEHHOCTD He 6oree 10 cydaes
Ha 100000 ygenoBek (3 or 21.11.2011 Ne 323). MHorue penkne 60ne3HN
HeOTUPYIOT C POXKAEHMSI, 1 0KOTIO 30% JieTelt ¢ pefKuMI 3a060/IeBaHUAMY
He TOXXUBAIoT 710 5 yteT. Kak nmpasnio, opdaHHble 60/1€3HN CONPOBOXK/IAIOT-
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Csl TIOpa)KeHNEeM HeCKOJIbKUX OPTaHOB U CUCTEM, YTO OOBACHAET Heobxo-
OVIMOCTb MYIbTUVCHUIIIMHAPHOTO COIPOBOXKAEHNA JAHHON KaTeropun
HalVeHToB. B HacTosAee BpeMs pa3pabOTaHO U YCIELTHO NPUMEHSIeTCA
IaTOreHeTUYeCKOoe JIeueHte I pAfa oppaHHbIX 3a00/IeBaHuIL, YTO 00Y-
CTIOB/IMBAaeT OTPOMHYIO 3HAYMMOCTb PaHHell BepuduKanuu peakux 6omes-
Hell J/Is1 CBOeBPEeMEHHON MHULMaNun afieKBaTHoil Tepanuu. K coxare-
HIIO, HU3KasA OCBEIOM/IEHHOCTD Bpauell MeAnaTpuIecKuX CIelaabHOCTel
0 penKux 60/Ie3HAX NPUBOANUT K AMATHOCTUYECKUM OLIMOKAM 1 TO3He
uX BepuduKanuy, 4To B CBOI0 OYepeb OTK/IabIBaeT Ha3HaYeHNe IaTore-
HeTM4YeCcKol Tepanuu. PaHHee mpyuMeHeHMe TaTOTeHeTNYeCKOTO TeYeHNs
I03BOJISIET 3aMeJIUTh IIPOrpecCcupoBaHue 3a00/IeBaHNUs 1 HACTYIIEHNUE
TSDKEION VHBIMIN3ALNN, YIYYIINTD Ka4eCTBO XKU3HU peOeHKa 1 YWICHOB
€ro CeMbl, a TaKXXe NPeJOTBPATUTb Pa3BUTHE SKM3HEYTPOXKAIOLINX COCTO-
SHUIL ¥ PaHHIOIO JIeTaIbHOCTh. HellpeprIBHOE caMOCOBEpIIEHCTBOBAHNE
Bpaveil aMOy/IaTOPHOTO ¥ CTAIlVIOHAPHOTO YPOBHEI, aKTya/IM3alys NMelo-
I[VIXCA 3HAHUI ¥ YMEHMIA, IpUoOpeTeHe HOBBIX IPOQeCcCUOHATbHBIX KOM-
HeTeHINIT AB/IAeTCA 6e3yC/TOBHBIM TpeOoBaHNeM BpeMeHN 1A ITOATOTOBKI
KBa/M(PUUIMPOBAHHOTO Bpaya-IeAnarpa, ClIoCOOHOI0 OKa3bIBaTh CIEIN-
a/IM3MPOBAHHYIO MEAVILIMHCKYIO IOMOIIb IETAM C PeIKMMU OOJIe3HAMMI KaK
Ha 3TaIle IMAaTHOCTYKY, TaK ¥ BO BpeMsI JIeUeHIsI.
ITen» — coBepuIeHCTBOBaHME KOMIIETEHIINIT B 06/1aCTU peKMX O0mesHeit
B IIeVIaTpUM U TIOBbILIEHVE IIPO(ECCHOHANTBLHOTO YPOBHS Bpadeli, Heo6Xo-
OVIMBIX JJI OCYILIeCTBIEHM S IPAKTUIeCKOI IesITeTIbHOCTY B paMKaX MMeI0-
miericss KBamukaumum no crenyanbHoctaM «Ileguarpus», «Hespomorns»,
«IIynbMononOrUAY, «l[acTposHTeponorusy», «He¢)p0n0ma», «Kappnomnorus»,
«[lepmaTonorns», «leHeTNKa».
3amaun
1. O3HAaKOMUTbD CIIEIMAINCTOB C BOSMO>KHOCTAMI COBPEMEHHOI IIarHOCTH -
KU pefKux 6o/esHell y feTell, BKI0Yas KIMHIYeCKIe 1 TabopaTopHbIe,
B TOM 4JIC/Ie MOJIEKY/IIpHbIE METOAbI MICCTIENOBAHNII — TaHAEeMHas Macc-
criekrpometpust (TMC), cexkBennpoBanue MerogoM CaHrepa, MaccoBoe
napasnenbHOe CeKBEeHNPOBaHMe (VN ceK8eHUPOBaHUE HOB020 NOKOe-
Hus — next-generation sequencing, NGS), XxpoMOCOMHBIII MUKPOMAaTpyy-
Hb1 aHamm3 (XMMA), My/IbTUIUIeKCHAsI TUTa303aBUCKMast aMIInduKa-
st mpo6 (multiplex ligation-dependent probe amplification, MLPA).



ITPOTPAMMA ITOBBIINEHNA KBAJIMOUKAIIVN

2. AKTyaJusupoBaTb U yCOBEpLIEHCTBOBATb 3HAHMUA 110 OPraHM3ALUN,
OPUHIMIIAM ¥ 0COOEHHOCTSIM OKa3aHVsI MEIVUIIMHCKOT TIOMOIIY TTal[/eH-
TaM ¢ pegknmu 6onmesusimu B Poccniickoit Demepaiiuu v BeileHUIO leTeit
¢ opdaHHOIT TaTO/IOTMell B COOTBETCTBIUM C COBPeMEeHHBbIMU (efiepab-
HBIMI KJINHUYECKUMI PeKOMEHIALAMMU.

3. O3HaKOMMUTH C IPUHIUIIAMU U anroput™Mamu fuddepeHnnaabHON gmar-
HOCTMKM pefKux 60/e3Hell ¢ [pyruMu 3a00/1eBaHNsIMI, MACKUPYIOLIVMU
TedeHne OppaHHOI IATONIOTUN Y JIeTelL.

4. O3HaKOMUTH C COBpeMEHHbIMM (eflepanbHbIMI KITMHINYECKUMU PEKOMEH-
JauyAMU 110 BeJeHNIO NALMEHTOB JeTCKOTO ¥ MOJPOCTKOBOIO BO3pacTa
C penKuMu 60/Ie3HAMI.

5. O3HaKOMMUTDb C OpraHM3alMell TOTHOTO IIMK/IAa OKa3aHMs MeIUIIHCKOM
HOMOIIY JeTSAM C PeIKUMIU 0O0JIe3HIMY, BKIIOYAIONIET0 KOMIIEKCHOE
MYIBTUAVCHUIIIHAPHOE CONPOBOXK/I€HNE MTAllI€EHTOB.

6. IloBbicuTh pOdeccruoHaNbHBIN YPOBEHD U IPOdeccuoHanbHbIe KOMIIe-
TEHI[MY Bpaya-IeAnaTpa 110 aKTyaIbHBIM BOIIPOCAM PefKIX Oo/e3HelL:

e B JIETCKOJ HEBPOJIOTUN;

e IIeTCKOI FaCTPOSHTEPOIOTU;

o metckoit Hedppooru;

e JIE€TCKOII €pMaTOIOINM;

o JIeTCKOI KapAMOJIOTUY;

e J€TCKOI1 IIy/IbMOHOJIOT 1;

o IeTCKOI peabuInTONOT M.

O6061eHHas TpynoBas QyHKIVA: OKas3aHye MeUIMHCKOI TOMOIY
TIEeTSIM.

ITnanupyemsle pe3ynbrarbl 00y4eHU: COBEpIIeHCTBOBaHMe podec-
CHOHAJIbHBIX KOMIIETEHIIUII B COOTBETCTBUM C TPYAOBBIMU (PYHKIUAMU
npodeccruoHaapHOro craHfapra «CroenyanucT 0 MefuaTpun», YTBepX-
TEeHHOTo puKa3oM MuHTpyza u couzammutsl Poccun ot 25.06.2015 Ne 400H,
U TIpoeKTa MpodeccroHaabHOro cTaHmapTa «Bpayu-nemuarp», a TakKe MOBBI-
meHye MpodeccroHaNTbHOTO YPOBHS 10 crienuanbHocTAM «[legmarpus»,
«Hespomnorus», «Ilynbmononorus», «[actposureponorus», «<Hedponorus»,
«Kapanomorus», «[lepmatonorus», «[eHeTHKa»; TOBbIIIIEHE HACTOPOXKEH-
HOCTY CIEL[Ma/TNCTOB B OTHOIIEHNM PEeAKIX O0Ie3Hel, BlajieHye ailrOpuT-
MaMU U IPUHLKUIIAMA JUATHOCTUKA U JuddepeHnanbHol JUarHOCTUKA
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opdaHHOI IaTONMOrMM, aKTyaIn3alusa 3HAaHUI U IpUoOpeTeHNe HOBBIX
npodeccnoHaNTbHBIX KOMIIETEHIINIT B BOIIPOCAX JIEYE€HNS U peabuInTarum
meTelt ¢ pemKuMU OOMe3HAMI.

JJoKyMeHT, BbIFaBaeMblii IIOC/Ie 3aBepIIeH 00y YeH: /INIaM, YCIIell-
HO OCBOVBIIVM JIOTIOJTHUTEIbHYIO TPOQeCCHOHATbHYI0 IPOrpaMMy IOBbI-
IIeHNsA KBaIM(PUKALNUK Y YCIEIIHO IPOLIeAIINM UTOTOBYIO aTTeCTALINIO,
BBIIA€TCS YIOCTOBEPEHVE O MOBBILIEHN KBaM(UKALNN YCTAHOB/IEHHOTO
obpasa.

HOPMATUBHO-INMPABOBAA BA3A KYPCA

ITporpamma paspaboTaHa C y4eTOM 3aKOHOJJaTe/IbHBIX ¥ HOPMATUBHO-

IIPAaBOBBIX JOKYMEHTOB B COOTBETCTBUM C IIPOQIIIEM CIEMaTbHOCTH.

1. ®epepanpHblit 3akoH oT 21.11.2011 Ne 323-®3 «O6 ocHOBax OXpaHbI
310pOBbs rpaxzan B Poccuiickoit depeparinum».

2. ®@epepanbublit 3aKoH 0T 29.12.2012 Ne 273-®3 (pen. ot 13.07.2015)
«O6 obpasosanuu B Poccuiickoit Pegepannm» (¢ U3M. U [OIL., BCTYIL
B cuy ¢ 24.07.2015).

3. VYxas IIpesupenta Poccuiickoit @epepanun ot 07.05.2018 Ne 204
«O HalMOHAIbHBIX LIE/ISAX U CTPATerMueCcKMX 3a/jadax passutus Poccuii-
ckoit Depeparuy Ha nepuof 1o 2024 rogar.

4. VYxas Ilpesupgenta Poccuiickoit ®epepanuu ot 29.05.2017 Ne 240
«O6 ob6bsiBnenun B Poccurickoit @epeparyu [lecaTumeTns feTCTBax.

5. Tlocranosnenue [IpaButenpctBa Poccuiickoit @epeparum ot 15.04.2014
Ne 294 «O6 yTBep>KeHNUN TOCyAapCTBEHHON IporpaMmbl Poccuiickoii
Depepanyu «PazBurtne 3gpaBooxpanenus» (n/m 1 «IIpopmmakruka
3aboneBanmit 1 GopMupoBaHMe 3MOPOBOro 06pasa Ku3Hu. Pazsurtue
IIePBUYHOI MeIVKO-CaHUTAPHOI moMouu», /1 4 «OxpaHa 370pOBbs
Marepyu U pebeHKa» rocyapcTBeHHOI nporpammel Poccuiickoit Oepe-
pauun «Pa3BuTne 3gpaBooxpaHeHus », /11 5 «PasBuTne MeUIIMHCKON
peadunIuTanuy U CAaHATOPHO-KYPOPTHOTO JIEYeHIsI, B TOM YICIIe e TAM»
n/n 7 «KazgpoBoe obecriedeHne C1CTeMbI 3[[paBOOXpaHeHMsI» TOCYHap-
cTBeHHOI nmporpammbl Poccuiickoit @epepannuu «Pasputue 3gpaso-
OXpaHEeHMSI»).



ITPOTPAMMA ITOBBIINEHNA KBAJIMOUKAIIVN

6.

10.

11.

ITpukas MuHucrepcrBa 3fpasooxpanenusa Poccuiickoit Pepepaunu ot
16.04.2012 Ne 366H «O6 yTBepxaeHuu Ilopsika okasaHus HefuaTpu-
JecKoJ omMoIm» (3aperucrpupoano B Muniocte Poccun 29.05.2012
Ne 24361).

I[Tpuka3 MuHmcrepcTBa 06pasoBanus 1 Hayku ot 01 mroyst 2013 . Ne 499
«O6 yrBep>xaenuu Ilopsaaka opraHusayuy 1 oCylecTBIeHNs 06paso-
BAaTE/IbHO IeATeIbHOCTY 110 ONOTHUTEIbHBIM NPO]eCcCUOHATbHBIM
IIporpaMmMam».

ITpukas MuHMCTEepCTBa TPyAa U COLMaabHOM 3amuThl PO or 25 nionA
2015 . Ne 400H «O6 yTBep)KaeHUM MpodeccnoHaIbHOTO CTaHjaAPTa
«CrienanmcT 1o neguaTpum»».

[Tpukas MunTpyna Poccun ot 27.03.2017 Ne 3061 «O6 yTBepx/jeHUN
npodeccroHanpHOTrO CTaHAapTa «Bpau-reguarp y4acTKoBbI» (3ape-
rucTpupoBaHo B Muniocte Poccun 17.04.2017 Ne 46397). Jlara akrya-
musanuu 01.02.2020.

I[Tpukas Munszapasa Poccrn ot 20 rexabpst 2012 . Ne 11831 «O6 yTBep-
neryyt HoMeHK/IaTyphl JO/DKHOCTEN MEANIITHCKUX pabOTHUKOB 1 dap-
MalleBTMYeCKIX pabOTHUKOB» (3aperncTpupoBad MuHiocToM Poccun
18 mapra 2013 r., perncTpanyoHHbI Ne 27723) ¢ M3MEHEHUsMH, BHe-
CeHHBIMI NpMKa3oM MunsgpaBa Poccyum ot 1 aBrycra 2014 1. Ne 420n
(3apernctpuposan Muniocrom Poccun 14 aBrycra 2014 r., perncrpanmu-
OHHBIIT Ne 33591).

IIpnxas Munspgpapconpassutua Poccun ot 7 nrona 2009 r. Ne 4151
«O6 ytBepxaennyu KpamidukanoHHbeIx TpeOOBaHMII K ClIelMaNTNCcTaM
C BBICIIIVIM 1 IIOC/IEBY30BCKIMM MEIVILIMHCKUM U (papMalieBTI4ecKIM oopa-
30BaHIeM B cepe 34paBOOXpaHeHNA» (3aperncTpupoBaH MUHIOCTOM
Poccun 9 urons 2009 r., peructparuonHspiit Ne 14292) ¢ usmeHeHUAMH,
BHECEHHBIMM IIpMKa3oM MuH3azpaBcoupassutua Poccun ot 26 gekabps
2011 r. Ne 1644H (3apeructpupoBan Munioctom Poccuu 18 anpens 2012 r.,
peructpanyoHusiit Ne 23879); npukas Munsmpascoipassutus Poccun
ot 23 urons 2010 . Ne 5411 «O6 yrBepxpenun Exnnoro kpanuduxa-
LMIOHHOTO CIIPaBOYHMKA JO/DKHOCTEN PyKOBOJUTENEN, CIIeNaNNCTOB
U CTTy>KaIlMX, paszien «KpanudukanmonHble XapaKTepUCTIKY JO/DKHOCTEN
paboOTHNUKOB B cdepe 3apaBOOXpaHeHNs » (3aperncTprpoBaH MUHIOCTOM
Poccunm 25 aBrycra 2010 T, perncTpanoHHbIN N 18247).
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12.

13.

14.

15.

16.

17.

18.

19.

ITpuka3 Munszgpasa Poccun ot 29 Hos16pst 2012 1. Ne 9821 «O6 yTBepxk-
IeHVV YCIOBMIL 11 TIOPAAKA BBIIAUM cepTu(dUKaTa CHeNaNINCTa Mey-
IMHCKUM 1 (papMaleBTUYeCKUM paboOTHMUKAM, POPMBI 1 TeXHUYe-
CKMX TpeboBaHMit cepTudukara crenmanucTa» (3aperncTpupoBaH
Munwocrom Poccuu 29 mapra 2013 ., peructparnmonHeiir Ne 27918)
C U3MEeHEeHUAMMU, BHECEHHBIMU IpuKazaMyu MuHsgpasa Poccuu ot
31 mronsa 2013 1. Ne 5151 (3apernctpuposad Munwoctom Poccun 30 aBry-
cra 2013 r., peructpanuonusiit Ne 29853) u ot 23 okTa6ps 2014 r.
Ne 658u (3apeructpupoBan Munoctom Poccun 17 Hos6ps 2014 t.,
perncTpannoHHblit Ne 34729).

Tpynosoit kopexc Poccuiickoit @emeparun, ct. 351.1 (CobpaHue 3aKoHO-
matenbctBa Poccuiickoit @emepannu, 2002, Ne 1, ¢t. 3; 2015, Ne 1, cT. 42).
ITpuxa3 Munncrepcrsa o6pasosanus u Hayku PO or 17 aBrycra 2015 .
Ne 853 «O6 yrBepxgeHun ¢efepaabHOr0 roCyAapCcTBEHHOro obpa-
30BaTEJIPHOTO CTAHJApPTa BBICIIEr0 00pa3oBaHuA 110 CIELMATbHOCTH
31.05.02 Ilegnarpus (ypoBeHb CHelManuTeTa)». 3aperncTpUpOBaH
Muniocrom Poccun 15 centsiops 2015 1. Ne 38880).

[Tpukas Munsapasa Poccun ot 02.06.2016 Ne 3341 «O6 yTBepKAeHUN
[TonoxeHns 06 aKKpefUTALUY CIIELMATNCTOB» (3aperucTpUPOBAHO
B Munrocte Poccun 16.06.2016 Ne 42550).

ITpukas ot 20.12.2016 Ne 9741 «O BHecenun usMeHeHuii B [lonoxxenue
00 aKKpeuTaINY CIIeIaNuCTOB», YTBepXX/JeHHOe IIpuKasoM MuHu-
cTepcTBa 3fapaBooxpaHenus Poccutickoit epmepanyy ot 02 utona 2016 .
Ne 334H (peructpanyonsblit Homep 45180 ot 12.01.2017).

ITpukas ot 19.05.2017 Ne 2341 «O BHecenun usmeHeHni B [lonoxxenne
00 aKKpeguTaluy CIelNaaucTOB, yTBepXIeHHOe IpruKa3oM MuHI-
cTepcTBa 3apaBooxpaHenusa Poccuiickoit epepanyy o 02 mioHsA 2016 .
Ne 334H (peructparnoHHbiit Homep 46991 ot 08.06.2017)».

[Tpukas ot 22 mekabps 2017 1. Ne 10431 «O6 yTBep>XAeHUU CPOKOB
U 9TAIlOB aKKpeAMTalMM CIelMaaNCTOB, a TaK)Ke KaTeropuii ami,
MMEIONIX MefUIMHCKOoe, hapMalieBTUIeCKoe MIu NHOoe 0OpasoBaHue
U TIOJIeXKAINX aKKPeAUTAINN CHenanuCcToB» (perncTpauiOHHbIN
HoMep 49696 ot 19.01.2018).

ITpukas ot 26.04.2018 Ne 1921 «O BHecenun usmeHeHni B [lonoxenne
00 aKKpeAuTauMM CIELaINCTOBY, YTBEP>KAEeHHOe IpuKa3oM MuHu-
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20.

crepcrBa 3apasooxpanenusa Poccurickoit epepanyy ot 02 mrons 2016 .
Ne 334n (permcrpaumonusiit Homep 51153 or 23.05.2018).

ITpukas Munucrepcrsa obpasoBanus v Hayku ot 01 mrornsg 2013 1. Ne 499
«O6 yrBep>xaennu Ilopsiaka opraHusaluy 1 OCyIecTBIeHNs 06paso-
BaTeIbHOI IeATETbHOCTY O JOIOTHUTENTbHBIM NPOQeCCHOHATbHBIM
IIporpaMMam».

21. IIpoexT mpodeccuoHanIbHOTO CTaHAapTa «Bpau-meguarp».

COAEPXXAHUE MPOrPAMMDI

Pa6ouyas nporpamma yue6HOro Mmomyns Ne 1
«AKTya/IbHbIe BOIIPOCHI AMATHOCTUKY ¥ fM ¢ depeHmanbHo
AMAarHOCTUKM PeNKNX GomesHe y mereii»

TpymoeMKoCTb OCBOEHMA: 4 aKaJleMIYeCKIX Jaca.

I[TepeueHb 3HaHUII, yMEHMIT Bpada-IieAnarpa i paboTsl € JeTbMU C pefi-

KuMU OOe3HsIMU B aM6YJ'IaTOpHI)IX 1 CTalMMOHAapHBIX YCIOBUAX HAa COBpeE-

MCEHHOM 3TaIlI¢c.

ITo oxoHYaHVM M3y4YeHNs y4eOHOro MOAY/IA 1 0Oydarommiics JOKeH

3HaAmbv:

1e/b, 3a/Ia4yl ¥l OPraHM3ALMIO IPOTPAaMMBI ITOBBIIIEHNUA KBa/IMpUKa-
nuu «Pefkue 60/1e3HM B TeAVaTPUIECKOIN IIPAKTHKE»;

JICXOZIHYIO OLIEHKY COOCTBEHHBIX 3HAHMII B 00/IaCTU AMATHOCTUKY
U JIe4YeHNs JieTeit C peiKuMu O0e3HsAMM B paMKax CIel[MaTbHOCTH
Bpaya-Ieguarpa;

BOIPOCHI OpTaHU3ALVY Y OKAa3aHM MEIULIMHCKON IOMOLIY JIETSM C pefi-
KuMy 6071e3HAMY ¥ TPeOOBaHNA, IPENbSABIAEMbIe K Bpauy-IIeAnarpy;
MOJIEKY/ISIPHO-T€HETUYECKIE JUATHOCTUYECKIE METO/IbI MICIIO/Ib3yeMble
npu BepuduKanuy penkux 6onesHen y gereir;

OCHOBOIIOJIATAOLIVIEe TIPYHIVIIB BBIOOPA OJHOTO 13 MOJIEKY/IAPHO-
reHeTUYeCKIX MEeTOJIOB MCC/IeJOBaHNIT, MaKCUMaIbHO MH(OpPMATHB-
HOTO B KOHKPETHOJ K/IMHNYECKOI CUTYyallun;

QITOPUTMBI Y IPYHIMIIBL Vi epeHIaTbHON ANATHOCTUKI PEKIX 6071es-
Hejl y ieTell ¢ 3a00/1eBaHMsAMM, MaCKVPYIOILIMI OP(aHHYIO TaTOIOTHIO;
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ymemv:

OpraHM30BaTh COOCTBEHHOE 0OyUYeHMe B YaCTV CAaMOCTOATETbHON
PaboThI COrMacHO y4eOHOI IMporpaMMe MOBBIIIEHNA KBamMUKaIum
Bpaueil aMOy/TaTOPHOTO ¥ CTAllIOHAPHOTO YPOBHEN y4pexX/eHN
30 paBOOXPaHEHNs;

IPUMEHATD B CBOe paboTe aKTya/lbHble 3HAHNUA 110 MOJEKY/IAPHO-
AVarHOCTUYECKVIM METO/aM MCC/IeIOBAHMII TPV BepU(UKALUI PeIKIX
OoresHeit y eTeil.

Pa6oyas nporpamma yue6HOro Momyns Ne 2
«AKTyaIIbHI)Ie BOIIPOCHI ICYECHUA U peaﬁmnMTaunm neTeﬁ[
C penKuMu GOne3HAMI»

TpymoeMKoCTb 0OCBOEHMA: 32 aKaJjeMI4ecKIx Jaca.

ITepeyeHb 3HaHWII, yMeHUII Bpadeil aMOy/IaTOPHOTO M CTAIlVIOHAPHOTO
YPOBHeI yupexxjeHNl 3[paBOOXpaHeHns, o0ecneunBanmmux GopmMupo-
BaHJe NPOQeCcCHOHATbHBIX KOMIIETEHIUII 10 OCYIIeCTBICHNI0 KOMITTIEKCa

MEepOIPYATII, HAIIPAB/ICHHBIX Ha PAaHHIOI AMAaTHOCTUKY PefKUX 60/mesHel

y HeTeil, OKa3aHMe BHICOKOKBATM(PUIIVIPOBAHHON MEAVIIMHCKON TOMOIIN

(MC,IU/IKaMeHTOSHOC JICYECHIE, pea6I/ITII/ITaLU/IOHHI:Ie MepOHpI/IHTI/IH) IIanmeHTam

¢ opdaHHOIT TATONOTHEA.

ITo oKOHYaHVM U3ydeHNUA YIeOHOro MOTY/IA Ne 2 00y Jatomuiics JOKeH
3Hamv:

COBpeMeHHbIe METO/IbI AMATHOCTUKY PEeAKMX O0TIe3Hel Y meTeit;
KJIIMHWYEeCKMe peKOMeHJaun (IIPOTOKOIBI IeYeHMsI) IO BOIIPOCaM
OKa3aHus Me]l]/[].[]/[HCKOﬁI oMo geTAM C pe,T_[K]/IMI/I 60}ICSHHMI/I;
COBpeMeHHbIe METObI ITATOTeHETUYECKON I CUMIITOMAaTUY€eCKOM Tepa-
M peaKux 6omesHelt y geTeit;

METObl BOCCTAHOBUTE/IbHOTO JICYHEHU A HCTEﬁ C peI[KI/IMI/I 60H63HHMI/I;

ymemv:

IPUMEHSATH B CBOel paboTe aKTyanbHble 3HAHWS O JUATHOCTUKE
U JIeYeHMIO pefKuX 60/IesHeil y eTell.
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YYEBHO-TEMATUYECKUIA MJIAH MPOrPAMMbI
«PEAKUE BOJIE3HW B MPAKTUKE NEAUATPA»

AxkamemMmyeckmne
Jackl
HaunmenoBaHue paspmenos ®opma
Ne o acst Camocrosi- b
(Mopyneit) KOHTPONA
Jlexuuut | TenbHaAsA
pabora
AKTyanbHbI€ BOIIPOCHI
VMarHoCcTuku u nuddepen-
1| A . muddep 4 2 2 TectupoBanme
IMATbHONM IMATHOCTIKM
penkux 6ome3Heit y gereit
Oco6eHHOCTI OpraHM3aLNI
¥ OKa3aHUsI MEJUITMHCKON
1.1 | momomu feTAM C pefKuMn 2 1 1 TectupoBanue
6071e3HAMM Ha COBPEMEHHOM
aTarne
JnarnocTnaeckue
MOJIEKYNIAPHO-T€HETUYECKIE
1.2 ( yAp . ) 2 1 1 TectupoBanue
METOJbI MICCTIEIOBAHMI JITIA
BepuduKanuyu pegkux 6onesHert
AKXTyanbHbIe BOIPOCHI TeYeHUS
2 | u peabunuranuu geTeit 30 24 8 TectupoBanue
¢ pepKuMu 60Me3HAMNU
2.1 | Penkue 60/e3HY B HEBPOIOTUN 4 3 1 Tectuposanue
Penkute 607e3Hn
2.2 " 4 3 1 Tectuposanue
B ITy7TbMOHOJIOTUAN
Pepxue 60/e3Hn
23 " 4 3 1 Tectuposanue
B TaCTPO3HTEPOIOT AN
2.4 | Pegkue 60me3nu B Heppomornn 4 3 1 TectupoBanue
2.5 | Pepkue 60/e3HY B Kap/iyIOJIOT M 4 3 1 TectupoBanue
2.6 | Penxue 60mesHM B ZepMaTOIOrNNA 4 3 1 TectupoBanne
2.7 | Pepkue 6011e3HU B reHETHKE 4 3 1 TecTuposanue
Peabumuraiys geteit ¢ pegKumMu
2.8 A peA 2 1 1 TectupoBanme
6ore3HAMM
OK3ameH
3 | lToroBas arrecTanus 2 - 2 B popme
TECTUPOBAHNUSA
Nrtoro 36 - - -
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TemaTuyecknii IaH u Cog€epKaHnue y‘le6HI)IX MOIIYIICf;I

(ommcpIBaeTcs comepiKaHme Ka>KI0ro MOLY/Is,

BXOAAIIETO B COCTAaB l'[pOI‘PaMMbI)

HanmenoBanne ITpodeccuonanpubie
CopeprxaHue y4eOHOTO
Ne pasgenos KoMIeTeHuun /
MaTepuana
M TeMBI TPyAOBbIe QYHKIIN
OsHakoM/IeHe C 0COOHHOCTSMI Opra-
HU3ALUY ¥ OKa3aHUA MeIUIMHCKOI
6.3.1 HOMOLIY I€TSAM C PeKIMY 60/Ie3HAMNI
Mopyns 1. Ha COBPEMEHHOM JTaTlle.
o P VK-1; YK-2; YK-3
AKXTyanbHbIe OO61iye MPUHIIUIIBL U a7ITOPUTMBI fiych-
BOIIPOCHI epeHIaTbHOM [UaTHOCTUKY PeIKIX
P g’ perry AT P TIK-1; TTK-2; [TK-5;
MarHOCTIKN o71e3Hell C APYTYMU 3a00/IeBaHNAMMI
" APy > | TIK-6; TTK-9; TTK-10
1 | nguddepen- MacCKUpyoIumMu oppaHHYI0 aToI0-
IManbHOI ruto. CoBeplIeHCTBOBAHNE U aKTYaIN-
p . A O600611eHHBIE
BMArHOCTUKI 3aIVsl 3HAHUIT, TO3BOJIAIONINX CIIeIN- oBbIe
T
peakux AJIICTY CBOEBPEMEHHO 3aII0f03PUTD pyA
. ¢dynxumm: A; b
GornesHeit penkoe 3aboneBaHue y pebeHKa.
y AeTeit O3sHaKOM/IEHNe C MOJIEKYIIAPHBIMMI
MeTOJ[aMU JUATHOCTUKY [/ TIOATBEPIK-
IeHUS/UCK/TI0YeH s PEKIX 60/Ie3HEIl.
OcobeHnHoCcTU CoBpeMeHHbIe CTAaHAAPTHI AUATHOCTHU-
OpraHM3aIUN K1, TIeYeHNsI ¥ peabMINTaIum feTei
U OKa3aHMA ¢ penkumu 6ome3msaMu. O3HaKOM/IEHe VK-1; YK-2; VK-3
1.1 | MegUIIMHCKOI C 0COOEHHOCTSMI IPYMEHEeHNsI T1aTO-
MIOMOIIM JeTAM | FeHeTndeckoil repamu rpy opdannbix | I1K-1; ITK-2; TIK-6
Ha COBpPeMeHHOM | 0oje3HAX. MapupyTusaiys fereit
arare C penKuMu 6OIe3HIMIL.
O3HaKOMJIeHNE C COBPEeMEeHHBIMI
MOJIEKY/IAPHBIMU TEXHOIOTVIAMMI JMar-
HOCTUKY PefKMX 60/e3Heil y neTei:
TaHJleMHast MacC-CIIeKTPOMETPUS
Jinarroctirsec- (TMC), ceKkBeHMpPOBaHI€ METOOM
K1ie METOJIbI ’ P VK-1; YK-2; YK-3
. CoaHrepa, MaccoBoe IapasieIbHOe
1.p | MecenoBarn cexBennpoBanne (NGS)
’ 1711 Bepudu- P . > . TIK-1; [IK-5; TIK-6;
ALY DENKIX XPOMOCOMHBII MUKPOMATpPUYHBII ITK-9: TIK-10
ot p Na anamus (XMMA), meTop ’
6omnesHeit

My/IBTUIIIEKCHOI TUTa303aBICUMOI
amruudukanuy npo6 (MLPA).
BbI60p [i11arHOCTNYECKOTO MeTOfA

B KOHerTHOf/I KJIMHUYECKO CUTyalun.
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HaumeHoBaHme C IIpodeccuonanbHbre
Ne pasnenos ofiepKaHue yue6Horo KOMITeTeHImm /
M TEMBI Matepuana TPYAOBbIe QYHKIIIN
CoBepIIeHCTBOBaHNE ¥ AKTya IM3aIVA
6.3.2 3HAHUIT, TPO(DECCHOHANTBHBIX VK-1; VK-2; VK-3
Mopynb 2. KOMIIETEHIIUI TI0 IMaTHOCTUKeE,
AKTyanbHbIe JIEYEHIO, U PeabVINTALIN PEFKIX TIK-1; ITIK-2; TTK-3;
BOIIPOCHI 6ornesHeil y fieTell B acIleKTe ITK-4; TIK-5; IIK-6;
2 | neyeHMs COBpEMEHHBIX TPeOOBaHMIL, T1K-8; ITK-9; ITK-10
u peabumm- HpeNbABIAEMbIX K Bpauy-TIeAuaTpy,
TaLVU AeTein OCYLIECTB/IAOLIEMY O60611eHHbIE
C pefKuMHu podeCcCHOHANIBHYIO IeATE/IbHOCTD TPYHOBbIE
6onmesHAMU B aMOY/TaTOPHOM U CTAI[JIOHAPHOM ¢dynkumm: A; b
3BEHeE.
CoBpeMeHHbIe TOXOMIBI K INATHOCTHKE,
JIeYEHUIO VI peabuInTaLuy jeTei
Tema 1 C peiKMMu 60/‘[63H}EMVI, MOPAXKAIOLIMU YK-1; YK-2; YK-3
HEPBHYIO CUCTeMy (CIIMHA/IbHAs
2.1 BP?;V;O?IEI;:;HM MbllIeyHas arpodus, 6onesup Pabp, [IK -1; [TK-2; TIK-3;
60mesup [ToMIte, MyKOIIOIVICAXapU O3B, TIK-5; ITK-6; ITK-9
porpeccupyoias MUOFUCTPOdus
JtotieHHa u fip.).
CoBpeMeHHbBIe IIOXOAbI K JVIATHOCTHKE,
JIEIEHMIO U peabuInTannm gereit
Tema 2 C peKnMu 60JIe3HAMI, YK-1; YK-2; YK-3
29 Pepkyie 60Ie3HN | HOPaXKAIOLVIMU JIbIXaTE/IbHYIO
’ B IIy/IbMOHO- cucreMy (MyKOBUCIIIJIO3, TIK-1; ITK-2; TTK-5;
JIOTUM BPOXXJIEHHbIE TOPOKY Pa3BUTHUSA I1K-6; I1K-8; ITK-9
JIETKUX, HEOCTATOYHOCTH
anbga-1-aHTUTPUIICHHA U [IP.).
CoBpeMeHHBIe IIOJXO/bI K ANaTHOCTHKE,
JIEYEHUIO U peabunTaLum
IeTelt C penKuMm 60/Ie3HAMM,
Tema 3 MIOPAYKAIOIMMU JKETYJOIHO- YK-1; YK-2; VK-3
Penkite Goreatun KIUIIEYHBII TPAKT ¥ TeHaToOMINapHYIo
2.3 cucreMy (I/IMKOreHOBas 60/1e3Hb, I1K-1; ITK-2; TTK-4;

B raCTPO3HTEPO-
JIOTVN

6ornesHb lore, He[OCTATOYHOCTD
anbda-1-aHTUTpUIICHHA, JePULUT
JIM30COMHOM KICJIOM NNUIIa3bl,
HAC/IeICTBEHHAs TUPO3UHEMIS,
6omesHp Bubcona 1 ap.).

I1K-5; ITK-6; ITK-8;
1IK-9
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HaumenoBaunne IIpodeccuonanbubre
CopepskaHue y4eGHOTO
Ne pasnenos KOMITeTeHImm /
MaTepuana
M TeMbI TpyAOBbie GYHKIUU
CoBpeMeHHBIe IIOIXO/bI K ANATHOCTIIKE,
JIEIE€HNIO U peabunnTannn VK-1; YK-2; YK-3
Tema 4 ZeTeil ¢ penKuMu 60/IesHsIMIL,
2.4 | Penxiue 607e3HM | IOpaKaloOLIMMI MOYEBBIICTUTEIBHYIO TIK-1; ITK-2; TTK-4;
B HedpoIornm cucTeMy (aTMITMYHBIA FeMOTUTIKO- TIK-5; ITIK-6; TTK-8;
YPEeMUYeCKUI CUH/IPOM, IUCTUHO3, ITK-9
runodocdareMuuecKuil paxut u p.).
CoBpeMeHHbI€ IIOAXOMIBI K AMarHOCTHKE,
JIEYEHUIO U peabyInTaliuy feTeit
C penkumu 60IesHAMHY,
HOpaKAIIVMU CEPIEYHO- YK-1; YK-2; YK-3
Tema 5 COnyII/ICT;uIO CI/ICTQE/IJ;’
2.5 | Penkue 60nesHu
s If[a - (runeprpoduyeckas I1K-1; ITK-2; TIK-5;
P KappuomMuonaTyis, GeHOKOnUn TIK-6; ITK-8; ITK-9
TUIEPTPOPUIECKO
Kap/MOMUOIIATIY, JIETOYHAsI
TUIIEPTEHSVS U fip.).
CoBpeMeHHbI€e ITOXOMIBI K [UATHOCTHKE,
JIEYEHMIO Y peabuInTaLA IeTell
b Ha VK-1; YK-2; YK-3
Tema 6 ¢ opdaHHBIMI 3200/I€BAHSIMMN
2.6 | Penxue 60mesHu | KoXu (BpOXKIEHHbII OY/I/Ie3HbIIN
B nﬂepMaTonorMM am e( l\fonmg anri zmqecxaa TIK-1; TTK-2; TIK-5;
Aep > AHTVAP TIK-6; TIK-8; TTK-9
9KTOepMaIbHas JUCIIIA3Ns, TPYIIIa
BPOXXJ€HHOTO MXTIO3a U fip.).
CoBpeMeHHbI€ IIOAXOMIBI K AMarHOCTHKE,
JIEYEHUIO Y peabuIuTalnn
Hiio 1 p i VK-1; YK-2; YK-3
Tema 7 IeTelt C pefKIUMI 60Ie3HAMM
2.7 | Penxue 60nesnu | (cuHmpoManbHbIe COCTOSHIAS,
B rlZHeTI/IKe 1(3 0>1J<1 peHHbIe IIOPOKM PA3BUTHUSL TIK-1; TTK-2; TIK-5;
POKA porip ’ TIK-6; ITK-8; TIK-9
Hac/e[iCTBEHHbIe 60/1e3Hn 06MeHa
BeLeCTB U Jip.).
CoBpeMeHHbIE€ BO3SMOYKHOCTI
Tema 8 P . VK-1; YK-2; VK-3
BOCCTaHOBUTETHHOIO JIEUEH NS fIeTeN
Peabumrara ¢ penkumu 6onesHaMu. ITpyHIIIBI
2.8 | pereit I/Ilz)ﬁ"beM eabmmra I/I'OHIEI)IX TK-1; ITK-2; ITK-4;
C penKuMu p . . I1K-5; ITK-6; TTK-8;
G OME3HSIMIL MepOIPUATHUIL, HEOOXOAVMBIX IIPK K9

JIeIEeHNN [leTell C PeAKIMIU 6OIe3HIMIL.
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OPTAHVU3ALUVNOHHO-NEAATOIMYECKUE YCNTOBUA

OpraHu3aIOHHO- [IelarornyecKyie yClIoByUA 00y4eHN: IporpaMMa MOBbI-
IIeHsT KBaMUUKALUY TPOBOAUTCS OYHO 1 OCYIECTB/IAETCS C IPUMEHEHIEeM
AVCTAHIIVIOHHBIX 00pa30BaTe/IbHbIX TEXHOIOTII U 9JIEKTPOHHOTO 00yYeHNs.

[l npoBeneHns 06ydeHVsI HEOOXOMIMO OCHAIl[eHue:

o yd4eOHbIe ITOMeleHNsI, 000PYZOBaHHbIE KOMIIBIOTEPAMU C TOCTYIIOM
B VIHTEpHET;

« paboyee MeCTO IperofaBaTe/s JO/HKHO OBITh OCHAIIEHO IEMOHCTpA-
LVIOHHOI TEXHUKO (TIepeIBIDKHBIMY /MM CTAIMIOHAPHBIMI JOCKA-
M, TIPOEKTOPAMM, CYICTEMOJI MY/IbTUMENNA, JOCKOI C IIePEKMTHBIMMU
JILCTaMMN );

« pabouee MeCTO 00OYYAIOIIETOCA SO/DKHO OBITh OCHAIIIEHO KOMIIbIOTe-
POM C IOCTYIIOM B MHTEPHET; METOAMYECK/MY MaTepyaaIaMu 1o Ipo-
rpamMMe (IIakeT y4eOHO-MeTOAMYECKUX MaTepuanoB K IporpaMme
HOBBIIIEHNS KBaIM(UKALMA B IeYaTHOM BUJe: YaeOHas1 IporpaMma,
y4eOHO-TeMaTN4ecKuii I/IaH), KaHL[e/IIPCKYMI TPUHAIEKHOCTAMI
(6ymara 1 mucbMa, 67IOKHOTBI, PYy4KY, KapaH/IAIIIN).

Pa6oTa ocyujecTBIsAETCS 10 MHAUBUAYATbHOMY JIOTUHY U IIapO-
J10, TIO/Iy4aeMOMY C/IyIIaTesieM IOC/Ie 3a4uc/IeHns Ha UuKiI. B JInunom
Kab1HeTe 00y4YeHMe OCYI[eCTBIIACTCSA MOCPECTBOM IIPOXOXKAEHUA CITy-
maTesieM 97IeKTPOHHBIX yU4eOHbBIX 3aHATHII Pa3TMYHBIX BIJIOB, a TaKXKe
MOJY/IBHOTO TeCTUPOBaHMA (IpOrpaMMHOE CPEACTBO IPOBEPKYU 3HAHUI
CTyLIaTens).

TectoBas 6a3a MOZYIBHOTO TECTUPOBAHNUS COIEP>KUT 3a/IaHMsI, KOTOpbIe
TI0 COIEPXKAHMIO SABJIAIOTCS K/TIOYEBBIMM JIs JAHHOTO MOJYIIA.

B nepuop 06yueHMst KaXOMY CITYILIATEITIO TOCTYIIHBI PeCYPChI 9leKTPOH-
HBIX O6MO/MNOTEK 06pa3oBaTeNbHBIX OPTAaHM3ALNI, YIACTBYOLUX B peasn-
3anuy Kypca. Crymarenb uMeeT JOCTYI K MHPOPMAIMOHHO-KOHCY/IbTa-
IIIOHHBIM 06a3aM, IIPaBOBBIM JJOKyMEeHTaM, IPOQeCcCUOHAIbHOI IePUOUKeE
U IPOYeMY.
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COAEPXXAHUE N TPEBOBAHUA K ATTECTALUN

JlaHHas o6pa3oBarenbHast TEXHOMOTUA IIPEIaraeTCs CIyIIATeNo, KOTO-
PBIIT pacmosiaraeT KOMIbIOTEPHBIM y4eOHBIM MECTOM U MMeeT JJOCTYII
B VIHTepHeT 110 MHMBUYaIbHOMY JIOTMHY U IIapOJII0, II0/Ty4aeMBbIX CTyIIa-
Te/IeM IOCIIe 3aK/II0YeHMS JOTOBOPa Ha OKa3aHMe 00pa3oBaTe/IbHbIX YCIyT.

B nepuop 06y4eHns KaXXgoMy CIyIIaTe/o JOCTYITHBI PeCyPChI 9/IeKTPOHHBIX
616/m10TeK 06pa30BaTe/IbHBIX OPraHM3ALNI, YIaCTBYIOLIMX B pean3aLyi Kypca
B ceTeBot hopme. CrrylIaTe/ib MMeeT HOCTYII K MHGOPMALMOHHO-KOHCY/IBTALIN-
OHHBIM 6a3aM, IPaBOBBIM IOKYMEHTaM, IPO]ecCHOHAIbHOI ePHOAKE 1 IIPOY.

®opMbl aTTECTALNN

ITpomexxyTo4HasA aTTecTal s IPOBOSUTCA IOCPENCTBOM TeCTMPOBAHNA.
Jna mpoMeXyTOYHOM aTTeCcTaljiii IPUMEHAITCS TeCTOBbIE 3a/laHN A, IPef-
IIO7Iaraollye TOJIbKO OfVH IPABUIbHBIN OTBET.

Jrorosas aTTecranus 1o IporpaMMe IOBbILIeHNs KBamudukannm «Pep-
Kue 60JIe3HN B IPAKTMKe MeAraTpa» MPOBOAUTCA B (OpMe TeCTHPOBAHNS
¥l O/DKHA BBIABJIATD IOATOTOBKY CIEIMA/NNCTa B COOTBETCTBUY C TpeboBa-
HusaMu PI'OC, npodeccnoHaTbHBIX CTaHAAPTOB 1 HacToseil [IporpaMMbl.

O6yuarommniicss JOIMyCKaeTcsl K UTOTOBOM aTTeCTALNU MTOCTIe U3YYeHN
y4eOHbIX MOy el B 00'beMe, TPeAyCMOTPEHHOM y4eOHBIM IIAHOM IIPOTpaM-
MBI IIOBBIIIeHN A KBamudukanum «Pefkue 60/1e3HI B IPAKTUKe IeAMATPa».

JInna, ocBoMBIINe MPOTpaMMy MOBBINIeHN KBanupukanun «Pegkme
0one3HM B NIPaKTVKe MeAMaTpa» U YCIEUIHO IIPOLIe/IINe UTOTOBYIO aTTe-
CTaLVIO, IO/TY4Yal0T JOKYMEHT YCTAHOBJICHHOTO 00pasiia O JOIIOTHUTEIb-
HOM TIpodeCcCrOoHaNbHOM 00pa3oBaHNM — YIOCTOBEPEHME O MOBBIIIEHNN
KBa/MpuKamm.

Kpurepun onenuBanns

OHCHK& «yHOBJI€ETBOPUTEIbPHO» Ha UTOTOBOM aTTeCTainy CTaBUTCA CTyIIa-
TE/II0 IIpY KOZINMYIECTBE BEPHbIX OTBETOB Ha BOIIPOCHI UTOI'OBOI'O TECTA 70-79%.
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OneHka «XOpOIIO» Ha UTOTOBON aTTeCTALMN CTABUTCS CIYIIATE/IIO IIPU
KO/M4Y€ECTBE BEPHBIX OTBETOB Ha BOIIPOCHI UTOrOBOro tecta 80-89%.

OlLleHKa «OTIMYHO» Ha UTOTOBOII aTTeCTallMM CTABUTCA CTyLIATeNIo Ipu
KO/INYeCTBE BEPHBIX OTBETOB Ha BOIIPOCHI UTOTOBOTO TecTa 6omee 90%.

IIpu xonm4yecTBe BEpHBIX OTBETOB MeHee 70% CTaBUTCA OLIEHKA «HEYH0-
B/IETBOPUTENbHOY.

DoHp O1IeHOYHBIX CPEfICTB
IIpuMephl OLIEHOYHBIX CPENCTB A/A IPOMEXYTOYHON U UTOTOBOI aTTe-
CTaluu.

MHCTpyKIms: BHUMATEIbHO IIPOYNTANITe 3aJaHNsI, BbIOepHTe OfUH Ipa-
BUJIbHBIN OTBET.

Yue6nblit MOmynb (TabopaTopHas reHeTHKA)

1. 3apaveit MeToma monuMepasHoii nennoit peakuuu (IIIP) asnserca:

yBemuenne aauuabl JHK

yBemmuenue aauabsl PHK

B YBEIMYICHNE KOMNMIECTBA Komuit OIIPpENEIEHHOIO Y9acTKa HHK

r BBbIABJIEHNE BCeX TeHeTnYecKux BapnanTos JJTHK

2. MeTopn, mo3BonA0muii 3¢pPpeKTUBHO ONpeeTNTh HYKIEOTUTHYIO
TOCTIel0BATEeIBHOCTD BCeX 9K30HOB B reHax:

CEKBEHJPOBaHNE€ T€HOMA

CEKBEHMPOBAHME 9K30Ma

B CEKBEHJVIPOBaHVIE€ METOIOM C:—)Hrepa

T CEKBEHMPOBaHIE UIHTPOHA
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3. MeTOIIOM OIIpeNeneHNA MMOCIENOBATETIPHOCTI KOPOTKOI'O YYaCTKa HHK
ABIACTCA:

(dbparmMeHTHBII aHAIN3
NGS
B | IIIIP

T CEKBEHMPOBAHNE METOLOM CaHrepa

4. IIpu nomowu meropa IIIIP B pexxuMe peanbHOr0o BpeMeHN Helb3A
OIlpefeNnuTh:

Ha/nm4yne uian OTCyTCTB]/Ie M3BECTHOIO OHHOHYKHGOTI/IHHOFO TEHETMYECKOTO
BapMaHTa B obpasie

0 I10J1 MTallieHTa

B Ha/ln4gue vy OTCYTCTBYIE Bapuaum 4ycia KONt Y4YaCTKOB I'€HOB

T HYKJIEOTUIHYIO ITOC/IEJOBATEIBPHOCTD aMnnmbMuMpyeMoro TIpOAYKTa

5. OrpaHMYeHMEM METOA XPOMOCOMHOIO MUKPOMAaTPUYHOIO aHAIN3A
(XMMA) saBnserca:

HEBO3MOXXHOCTD JIeTEKLUI IPOTsDKEHHBIX (60rmee 1 MU/TMOHA [Tap OCHOBAHIT)
TOMO3UTOTHBIX JIeIeI Ui

6 HEBO3MOXHOCTbD JETCKINN c6ana1—1cmposa1—mblx TpchnoxauM}?{

HEBO3MOXXHOCTD IIPOBEJIEHNs aHa/IN3a B GuoMaTtepuare, CofepKaleM MeHee 5 MIT
KpOBM

T HIUYETO U3 BBIIEIIEPEIVICTIEHHOTO

IT1anoHpl OTBEeTOB: 1 — B;2 —0;3 —1;4 —1;5 — 6.
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YV4e6Hblit MORYH (HEBPOITOTHUS)

1. JIaGopaTopHbIe MeTOIbI, IPUMeHsIeMble IIPH JMArHOCTUKE MYKOIIO/IN-

caxapungo3os:
OIIperene e ITIVKO3aMIHOI/IMKAHOB B MOYe
0 9H3UMOJIMATHOCTIKA
B MOJIEKY/ISIPHO-TeHe TUYeCKasl AUArHOCTIKA
r BCe

2. OcHOBOII HaTOTeHe3a CIMHAIHHOI MBIIIEYHOI aATPO(NI ABIIAETCS:

IePBUYHOE MOPaKeHIe MUODUOPIIIT
6 CeJleKTVBHasl iereHepalyisi MOTOHEIIPOHOB
B HapylieHue peabcopOLuy HeipOMEeAaTOPOB B CUHAIITIYECKOI LIIe/IN
r HOBpEXJIeHIIe [IeHTPaIbHOTO MOTOHEPOHA

3. Jl1a manueHTOB ¢ Mporpeccupyomeil MmuogucTpodueit [Jomenna
NPOTHBONOKA3aHO IPMIMEHEHNe:

BHYTPUMbIIIEYHbIX VIHBEKLIUIT

VHTpaTEKa/IbHbIX BBefICHUI JIEKapCTBEHHDBIX CPENCTB

B | meye6HOIT QUBKYILTYpPHI

T MaccCaxKa

4. KmmHnm4ecknii CHMIITOM, XapaKTepPHBII /151 MYKOIOTMCaXapuao3a:

TeIMaTOCIVICHOMET AN A

raprouansm
B arHod
r BCe
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«PENKME BOJIE3H! B ITPAKTUKE ITEQVIATPA»

5. Ham6ornee yacras n1oKanu3anusa aHTnoKepaToM npu 6onesuu ®@adpu:

1aX0Bast 06/1aCTh, ATOFULIBL, IYIIOK, TAOHN

IU1€9M, Ipyb, IOACHNUIIA

B JINIIO, BOIOCUCTAA 9aCThb I'OJIOBbI, TOJICHN

T mresd, npeaniedbs, CTOIIbI

6. Insa xpuszoB ®abpu xapakTepHO:
IIOBBIIIICHVIE apTepI/IaHbHOI‘O OaBJICHUA
0 TeKTIYecKas IMXOpasika
B MY‘II/ITQHI)HI)IC 6071]/[ B IUCTAJIbHBIX OTOEIAX KOHEYHOCTeN
T OCTpaH 60}1]) B JKBOTE
7. MakcumanbHast 3¢ PeKTUBHOCTD TepallM CIMHAIBHOI MbBIIIEYHO
aTpoduu JOCTUTAETCA MyTeM:
IIaTOTEHETNYEeCKOM Tepanmumu
6 HaTOI‘eHeTI/I‘leCKOﬁ Tepanl/m n HeMHBaSMBHOﬁ BEHTW/IALONN IETKUX
B HaToreHeTU4eCKOM Teparn/n/{ ¥ CUMIITOMAaTU4€eCKO Tepam/m
- HaTOI‘eHeTI/I‘{eCKOﬁ TepaHI/II/I " KOMIIZIEKCHOTO My}II)TI/II_[I/[CLU/IH]I]/IHapHOI‘O
COHpOBO)KI[eHI/IH
8. Ilpemapar BbiOOpa /151 TeYeHMS HEPOMATIYECKOIT 60N mpu Gone3HI
®ab6pu:
BaHproaT HanI/Iﬂ
nperabanuu
B HeBeTI/IpaHeTaM
T HeCTepOI/IJIHI)Ie HpOTI/IBOBOCHaHI/ITeHI)HI)Ie npenapaTbl
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ITPOTPAMMA ITOBBIINEHNA KBAJIMOUKAIIVN

9. JlabopaTropHbie MapKePbI, TATOTHOMOHIIHBIE [I/IsI MEPBUYHO-MbIIIEY-
HbIX 00JIe3HeIn:

a JIEIKOTIEHN 1, TPOMOOLNTOIIEHNA

HOBBIIIeHe yPOBHeit KpeatnHdocdoknHassr (KOK),
6 | acmaprarammuuorpancdepasst (ACT), amannnammuuorpancdepasst (AJIT)
B CBIBOPOTKE KPOBI

B | IOBBIIIEHNE CKOPOCTU ocefanys sputpouutos (COI), mpoKaIbLTOHNHA

HOBBIIIEH)E YPOBHE TpaHCaMIHAa3, 001Iero OVMpyOuHa, TPUIINLIEPUIOB
B CBIBOPOTKE KPOBI

10. Bospacr me6rora cimHanbHoit MpimreaHoit arpoduu I Tuna (6one3Hp
Bepauura-Todpmana):

7-18 MmecsiieB

> 18 mecs1eB

B 0-6 mecs1eB

r | Bmo6oM Bo3pacTe

dranonsl orBeTOoB: 1 — 1;2 —6;3 —a;4 —1;5—a;6 —B; 7 — T
8§ —6;9—06;10 — B.

Y4eO6HbIiT MORYTH (TaCTPOIHTEPOTOTHS)

1. I'mkoreHoBas 601e3Hb OTHOCUTCH:

K 60/Ie3HSIM IbIXaTeIbHOI 11TVt MUTOXOH/[PUI
6 HAC/IefiCTBEHHBIM HapYLIEHNSM YIIEBOLHOTO 0OMeHa
B AMIHOALIOIATIAM
r medexTaM MUTOXOH[PHATBHOTO B-OKICIEHNS XUPHDBIX KUCTOT
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2. Cpeny popM ITMKOTeHOBOI 00e3HYU BBIIEISIOT:

II€YECHOYHbIC

MBIIIIEYHbIC

CMEIIaHHbIC

6poOHXOIero4YHbIe

3. K BepymmM KIMHUKO-Ta00paTOPHBIM NPU3HAKAM ITeYeHOYHBIX popM

IIMKOT€HOBOM 001e3HU OTHOCAT:

MeTabomMIecKmit alnIo3, 0OCTE0Iopo3

TUTIOTJINKEMUIO, T€IIaTOMETA/INIO

OTCTaBaHME B POCTE, MUAITUN

MbIII€YHbIE CITA3Mbl, HEIIEPEHOCUMOCTD (I)I/I3I/I‘{€CKI/IX Harpysok

OCHOBHBIM METOJOM Te€YeHNs MeYeHOYHBIX GOPM ITTMKOTeHOBOII
00/1e3HU ABNAETCA:

AMeTOTepamysA C MCKIIOYeHVeM IMILeBOTo caxapa U 06aBIeHneM ChIPOTO
KYKyPY3HOTO Kpaxmara

TEIIaTOIIPOTEKTOPHAA TepaIINA

(depMeHTO3aMeCTUTeNbHASL TePAIIs

TOpMOHa/IbHasA T€pannAa

Heduiut mm30coMHOI KUCTOI TUIa3hl OTHOCUTCS:

K OpraHM4eCKNM anguaypuam

TIEPOKCMCOMHBIM 6071e3HAM

JIM30COMHBIM 60/IE3HAM

6ore3HsaM oOMeHa remMa U HOpQUPUHOB
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6. CKpPUHMHIOBBIM METOAOM JUATHOCTUKU AeUIMTA TU30COMHOI
KUCTIOV INMA3bI SIBISIETC:
olpefieieHNe CyTOYHOM SKCKPeIy Meyi C MO4OI
72-9aCOBOJ HENPEPbIBHbI MOHUTOPUHT ITIIOKO3bI B KPOBI
B oIpefiesieHNie KOHIIEHTPALy CYKIIMHMU/IALleTOHA B MOYe
r OIIpefieNieHNie aKTMBHOCTH JIM30COMHOM KUCTIOM /TUITa3hl B CyXMX IATHAX
KpOBI
7. OCHOBHBIM MeTOJIOM Tepanuu JeduunTa TM30COMHOI KUCIOI TUIAa3bI
ABNIACTCA:
a IMETOTepaMusA C MCK/II0YEH)EeM IPOYKTOB C IIOBBILIEHHBIM COfep>KaHMeM
Meau
6 npuMeHeHne D-nennnyuiiaMmuaa
B bepMeHTO3aMeCTUTeIbHASA TepaIis ¢ IpYMeHeHneM cebenmmaspl anbda
r T€3MHTOKCUKALMOHHAA TePanns
8. K ocHoBHBIM fuddepeHIMaTPHO-FUATHOCTUIECKUM KPUTEPUAM

6onesnu Bunbcona oTHOCAT:

MOBbIIIECHNE KOHLEHTPALM LEePy/TIOI/Ia3MIUHA B KPOBU, CHIDKEHME
a CYTOYHO 9KCKpeLUM Me[ii C MOYOIA, Ha/IM491e CUMIITOMA «BUILIHEBOM
KOCTOYKIM»

CHIYKeHJe KOHLIEHTPALMU LIePY/IOIIa3MIHA B KPOBMY, TOBbILIEHNE
6 CYTOYHOI 9KCKpeLMu Mefiut C MOYoit, Hanmyue Kosel Kaiisepa-®eiinepa
Ha POTOBuIle

TIOBBILIEHVI€ KOHIJEHTPalN anb(i)a—(beTonpOTeMHa B KpOBU, JIerI/IIH/IT
K-3aBucumpix CbaKTOpOB CBEPTHIBAHVIA, CMHIPOM LIIUTONN3A

crieuduIecKuil «<KaImyCTHBII» 3allaX OT Te/Ia, IOBbILIEHNE KOHL[EHTPaLun
XOJIECT€PUHA B KPOBM, aLleTOHYPUS
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9. K HeO6paTI/IMOMy KOCTHOMY USMEHEHUIO TP 60ne3nu loure oTHOCKTCA:

KOCTHBII KpU3
6 HM3KasA MUHEpPa/lbHasA IVIOTHOCTb KOCTHOM TKaHU
B aCENTUYeCKIUIT HEKPO3 TOMOBKM TPYO4aTOil KOCTU
r MHOUIBTPALVA U/WIM OTEK KOCTHOI'O MO3Ta TPy04aToi KoCTn

10. 3omoThIM cTaHAAPTOM NedyeHus 6ome3Hu lomre y geTeil B HacTos1Iee
BpeMs ABIAETCA:

IIpyIMEHEHNEe q)apMaxonoer{ecxmx 1IarepoHoB

(bepMeHTHaH 3aMeCTUTENbHAA TepaNNA

B cyb6cTpaTpenyLupyolas Tepanms

T TE€HHasd Tepann;d

rtanonsl oTBeTOB: 1 — 6;2 —a,6,B;3 —0;4 —a;5—B;6 —71;7 — T}
8§ —6;9—3;10—6.

YueOHbIit MOTYH (epMAaTOTOTS)

1. Tumnsr HacIenOBAaHN A BYIbI'apHOI'O MXTHO3A:

ayTOCOMHO-,E[OMI/IHaHTHbII‘/‘I, ayTOCOMHO-peLleCCI/IBHI)II‘/‘I

CILIEIJIEHHBII C Y-XPOMOCOMOM

B | cueIIeHHbI ¢ X-XpOMOCOMOIL

T BCE

2. X-cuenyieHHbIN NXTNO03 BCTpedYaeTcs:

TOJIPKO Y I€EBOYEK

6 OIVTHAaKOBO Y MaJIbYMKOB I IEBOYEK

B TOJIPKO Y MaJ/IbY/IKOB

I | TOMBKO Yy B3POCIIBIX
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3. s nropa ApleknHa XapakTepHO:

PpOroBOJ MAaHIMPD Ha KOXKE C pOXKAEHNA

9PUTPOLIEPMUS

B I‘I/IHepMO6I/UIbHOCTI) CyCTaBOB

T BO3HUKHOBEHIE CUMIITOMOB B 4—6 MecCs1ieB

4. KnuHUYecKu A1 MXTUO30B XapaKTePHDI:

arpodun

o6pa3oBaHue MTyCTYy

B | auddysHblil rumepkepaTos

r | ob6pasoBaHue mysbIpei

5. OCHOBHBIM BUIOM HaPY)KHOI‘/‘I TEpANINN UXTNO30B ABIAECTCA:

IIPOTMBOBOCIIA/INTE/IbHAA

nojacymnBarmomas

B YBIOKHAIOIIAA

I | UMMYHOCYIIPECCUBHAsA

6. Ily3ssipu mpu BpO>KAeHHOM OY/I/Ie3HOM 3MUAEPMOIN3€e BOSHIUKAIOT
BCTIE[CTBHE:

TpoM60aMb oI

MHQEKIVIOHHOTO 00CeMeHeHNs

B | T€HEeTIYECKOII IIPefipacloN0oKeHHOCTI

HapymeHmsa MeXKI€TOYHbIX CBs3ell B SMMAEpMUCe NN SINAEpMaIbHO-
A€PMaJIbHOM COE€NVIHEHNN
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7. OCHOBHBIM KIVHIIECKUM NMPpOsABI€EHNEM BPOXIAEHHOTO 6YIUICSHOI‘0
AMUAEPMOIN3A ABIAETCA:

maryna

BOJI/IbIPb

B | Iy3bIpb

r | pyber

8. Kakoii 6enok mopaxkaeTcs npu gucTpodmieckoii popme BpOKIEHHOTO
Oy//Ie3HOr0 ANMNAEPMONTN3a:

kommared XVII tuma

TaMyHNUH 332

B JE€CMOIIVITAKNH

T kommared VII tTuma

9. CKOIBKO BBIECTIAKT OCHOBHBIX TUIIOB BPOXJIE€HHOTO 6YJITICSHOI‘O

MU EPMOIN3a:
1
6 2
B 3
r 4

10. Kaxkoii 6emok mopakaetcsa npu cungpome Kunpgep:

IIAaKOT/IOOMH

kommared XVII tuma

B KUHIINH-1

T JIaMUHUH-332

JTanmoHbl oTBEeTOB: 1 — a; 2 — B;3 —a;4 —B;5 —B;6 —1; 7 — B;
8§ —1;9—r1;10 — B.
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YV4e6Hblit MORYIH (TeHEeTHKA)

1. JInst KaKOTro HACIENCTBEHHOTO 3a00/IeBAaHNS XapPAKTEPHO COYETAHME
APpAXHOJAKTUINW, IOABbIBMIXA XPYCTA/IMKA V1 AHEBPM3MbI A0OpPTbhI:
cunppoma [layna
6 cuHppoma Mapgdana
B beHnIKeTOHy pru
r TOMOLIYICTUHYPUU
2. Hanuume MHOKeCTBEHHBIX TUNIEPINUTMEHTHBIX IMATEH IIBETA «KO(l)e
C MOTIOKOM» AB/IAETCA XapaKTepHbIM IPU3HAKOM:
Helipodubpomarosa
6 cunppoma HyHan
B runomenanosa Vro
r Ty6epo3HOro CKIeposa
3. Kakoii u3 HIDKENEPEYVICIEHHDBIX PE€3YyIbTATOB VICCIENOBAHUA Kapuo-
THUIIa XapaKTepeH A cuHgpoma Ilaray:
47, XXY
6 47,XX,+21
B 47,XY,+13
r 45,X0
4. B HeoHaTa/IbHBII1 CKPMHIIHT HOBOPOKAEHHBIX B Poccum Bxopur ciemy-
o1ree 3a00neBaHIe:
cunzipom lenbBerepa
6 rajaKTo3eMIsl
B CIIMHA/IbHAA MBbIIIeYHas aTpodus
r TUPO3UHEMMUA
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5. TIpu KaKOM HACTEICTBEHHOM 3a00/TeBaHI He BCTPEYAETCS BP OKIEH-
HBIII IOPOK cepALa:

cungpom Hynan

0 cunppom [Tu [xopmxu

B CUHZIpoM peneuun 1p36

r Helipodubpomaros

6. ITokasaHmeM JIs OoNpefe/eHNsI aMUHOKUCIOT M AalIKaPHUTIHOB
B KpoBu MetogoM TMC aBnaorcs:

JIeTaprus, KOMa, CyJOpOry, HEYyKpOTUMas pBOTA
[ aHOMaJIbHBIII 3aI1aX MOYM, TeJIa, YIIHOI Cepbl; 71100071 HeOOBIUHBIIN 3amax
B 3aep>kka GOpMUPOBaHsL/Perpecc MOTOPHBIX U IICUXOPeYEeBbIX HABBIKOB
r BCe IepediCIeHHOe

7. IMarHo3 MUKpPOAENeMMOHHOTO CMHAPOMAa BO3MOKHO IIOCTAaBUTH
Ha OCHOBAHWI CTeNYIOIIEro MCCIeJOBaHNA:

TaHjgeMHOI Macc-criekTpoMeTpun (TMC)
6 XPOMOCOMHOT'O MUKPOMATPUYHOTO aHA/IN3a
B VICCIIENOBAaHNIA KapyOTUIIa
r MacCOBOTO IapastenbHoro cekBennposanns (NGS)

8. K MUTOXOHApMANbHBIM 3260/IeBAaHNAM He OTHOCUTCS:

cungpom Cmura-Jlemnu—-Onuna
cunppom MELAS

B cunpipom Kepuca-Ceiipa

r cungpom JIn

JrajoHbl OTBETOB: 1 — 0;2 —a;3 —B;4 —0;5—1;6 —1;7 — 6; 8 — a.
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Yue6Hblit MOTyTb (Heppomorus)

1. BepgymuMm naToreHeTHMYeCKMM MEXaHU3MOM X-CIeITIEHHOTO IMnogoc-
(daremmnueckoro paxmura sBIsAeTCA:

HapylIeHye IUPOKCIIPOBAHNS XOeKanbLydepoa
6 HapylLIeHe IIPOKCUMaNbHOI peabcopbumu dpocdara
B HapylIeHe pelenun K ButaMmuay D
r HOBBIIIEHe AKTVBHOCTI OCTEOK/IACTOB IOJ EJICTBIEM ITapaTTOPMOHA

2. [l HeoHATa/ILHOTO BapMaHTa cMHApoMa baprrepa HexapakTepHo:

HebpOKaJIbILIHO3
6 MeTaboNnMYeCcKUil aIKamnos
B MeTaboMMIeCcKuit aluo3
r IUIIOKA/INeMUS

3. Paspurue HeppoKanbIIIHO3a HEXaPAKTEPHO:

mst 6onesun [lenra
6 cunapoma baprrepa
B [UCTATbHOTO KaHa/IbIIeBOrO aljiI03a
r IIPOKCHMAIbHOTO KaHAJIbLIEBOTO ALM03a

4. K ANCTATbHBIM TY6YTIOHaTI/[HM HE€ OTHOCUTCA:

TMOYEeYHbBIN KaHabIeBbIN aumo3 I Tuma
6 peHasbHasA III0KO3YpUs
B HepOTeHHBIIT HecaxapHbIii Auabder
r TICEB/IOTUIIOAIbAOCTEPOHU3M
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5. Cungpom DaHKOHU HeXapaKTepeH:

IUISL OCTPOIT TIOYEYHO HEJOCTATOYHOCTI
6 LIMCTUHO3A
B TUPO3UHEMUU
r cuHppoma Lowe

6. CoyeTaHMe MOYEYHBIX KUCT C ONYXOJEBBIMHU IpoLeccaMyu Hanbornee

XapaKTepHO:

mst curapoma o [nnnens-/Inupay
6 ayTOCOMHO-PEIeCCUBHOTO TIONIMKNCTO3a
B ayTOCOMHO-TOMMHAHTHOTO TIO/IMKICTO32
r MeY/UIAPHOI KICTO3HOI 607Ie3HI

7. Ilomuypus HexapaKkTepHa:

A cuHapoma QaHKOHM
6 cunapoma baprrepa
B cuHppoMa [urenbmana
r He(ppOreHHOTO HecaxapHOro fuadeTa

8. TunokammeMus He HaOIIOTAETCA:

npu cungpome baprrepa
6 TICEB/IOTUIOA/IBIOCTEPOHI3ME
B cunpgpome DaHKOHM
r MIepBUYHOM aJ/Ib/JOCTEPOHI3ME
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9. IlepBuunbiM pakTOpOM B pasBuTy cuHApoMa baprrepa apnsaercs:

[OYevHas IOTepst HATPILs
6 aKTUBALVsI CUCTEMBI PEeHIH-aHTMOTEH3H-a/IbJOCTEPOH
B IoveyHas noreps 6ukapboHaTa

r THUIIePKA/IbLINY PIST

10. IIpuynHOIi MOYEYHOTO KaHA/IbIIEBOTO anyao3a I Tumna aBiAerca:

roreps 61Kap6OHATOB
6 HapylIeHye CeKpeLnit BOTOPOSHBIX IOHOB
B TUIIePKa/IMeMUsl
r codeTaHMe IepeyrcIeHHOTO

11. [Ina cuagpoma PaHKOHM XapaKTepPHO:

DJIIOKO3Y P
6 [UIIOKA/INeMUSA

B Oy pyist

r codyeTaHue Iepedric/IEHHOTrO

12. IIporpeccupoBaHue 0 XpOHNYECKOIl NOYEYHOI HEJOCTATOYHOCTH

TUIINYHO:
mnst pocdar-guabera
6 cunppoma [urenbmana
B He(pOreHHOTro HecaxapHOro guabeTa
r LMCTHHO32
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13. [Ins meveHns rUNepKaIbINYPUN He IPUMEHETCS:

JIeCMOIIPECCHH
6 LUTPAT Ka/Iust
B KaJIBLUTOHVH
r TUITOTHASH

14. TunepKanbuMypua HexapaKTepHa:

s craapoMa PaHKOHN
6 cungpoma Baprrepa
B curgpoma [urenpmana
r 6onesuu Jlenra

15. [Ina uucTuHO3a XapaKTepHO:

IIOpa’XeHMe NMeYEeHN
6 CIZICHOMETa/InA
B TIIOpaXxeHune rna3
T TUIEepKaIneMnsa

16. I'masHbIe aHOMA/IMM HETUIINYIHBI:

pu HeppoHOPTHU3E
6 LMCTUHO3€E
B cunppome ITupcona
r ayTOCOMHO-JJOMIHAHTHOM IOJIMKICTO3€e

JranoHsl oTBeTOB: 1 — 6;2 —B;3 —1;4 —0;5—a;6 —a;7 —B; 8 — 6;
9—a;10—6;11 —r;12—r1;13—2a;14 —B;15—B; 16 — I.
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Yue6GHbIit MOTYIH (TyTBMOHOIOTYLA)

1. Cumnromsl gedunura anbga-1-aHTUTPUINICUHA Y leTelt:
a OJIBIIIKA, KOTOpasA BO3HMKAET JJIM yCU/IUBAETCA NP (PU3MIECKOIT HarpysKe,
JKE/ITYXa HOBOPOXKJEHHbBIX
6 B/IQ)KHBIIT Kallle/lb ¢ THOTHOI 0OM/IBHOI MOKPOTOIA
B TMTOCTOSIHHBI CYXOI‘/'I Kamiesnb, chIHI/IBaIOH.WIf;ICH IIpU Harpy3Ke 1 B BECEHHEE
BpeMsA
T YacCTbI€ ITHEBMOHUMN, 6pOHXI/ITbI VI OTUTBI C POXXIEHUA
2. Y peGeHKa ¢ HIOBTOPHBIMM ITHEBMOHUAMU B aHAMHe3€ M CHIDKEHHbBIM
BecOM BO3HUKIIO IOi0o3peHne Ha MyKoBucuao3. Kakue nccnegoBannsa
HeO0OXOIMO IPOBECTH JJIs1 YTOUHEHV S JMarHo3a?
a HaHKpeaTnyeckas 9/1acTasa-1 B Kaje, peHTreHorpads OpraHoB IPYAHOI KJIeTKY
6 IIOTOBBILIT TECT, peHTTeHOrpadIisl OPraHOB IPYLHON KIETKI,
930(aroracTpoayoseHOCKOINA
5 930¢)aroracTpoayoaeHOCKOIIs, peHTreHOrpadyisi IPUAATOYHBIX 1a3yX HOCA,
KoIrpoJsiorns
r KT opraHoB rpymHOI OTOCTH, TIOTOBBI TECT, ITAHKpeaTnJecKas snacrasa-1
B Kajie
3. IIpu MyKoBHUCIIUJI03€ CEKPET, BbIJleNsIeMblil JKe/le3aMyl BHYTPEHHel

CeKpenyy, CTAHOBUTCA YPEe3MEPHO I'yCThIM M BA3KNM B pesylnbTare
nopakeHye 6POHXO/TETOYHON CUCTEMBbI M IPOABIAETCA B BUJE:

ITOCTOAHHO ITPOrpeCCUPYIOINX 3M¢)I/I3€MaT03HI>IX V3MEHEeHUIT

CHIDKEHVISI TONTePAaHTHOCTY K MHeKIM, OPOHX0IKTa30B

B 6YJ'IJ'I€3HI)IX M3MEHEeHU Aa’Ke Ha paHHUX CTaaAX 6071e3HU

PpacnipoCTpaHEHHbIX BbIPAXKEHHDBIX ABYCTOPOHHUX 6p0HXOSKTa30B C IIEPBOro roja
JKU3HU
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4. TlorpaHmyHble pe3yabTaThI HOTOBOI MPOOBI MOTYT HAOTIOAATHCA:

TIpy MHAVMBUTYaIbHbIX 0COOEHHOCTAX y JIIoen 6e3 MYKOBUCIIN033; HeraBI/ITIbHOf/I

a )
HOATOTOBKeE K IPO6e; HOCUTENbCTBE «MATKMX» MYTaLMIt IPU MYKOBUCIIMTO3€

6 HeIpaBU/IbHOI IIOfITOTOBKe K IIpo6e; OpOHXMaIbHOI acTMe, CUHApoMe [layHa
Ha/IMYMY TOBKO OfJHOJN U3 ABYX MYTallMii MyKOBMCII032

B

IIPU CEKBEHMPOBAHNMA

HOCUTENBCTBE «MATKUX» MYTaLMII IPY MYKOBUCLIMT03€; HAIMYMM TOIBKO OJHOM
"3 IByX MyTalMii MyKOBUCII/03a IIPY CEKBEHMPOBAHUI

5. IlepBuyHasA MIMapHasA AUCKIHE3U Pa3BUBAETCs BCIEACTBIE:
a | OTCYTCTBHS M medeKTOB CTpOeHMs BHYTPEHHNX 1 HAPYI)KHBIX JMHEMHOBBIX
PYy4YeK B CTPYKType PeCHUYEK U XKIYTUKOB; IOJIHOTO OTCYTCTBUSI PECHIYEK
6 HeeKTOB pajjuaIbHbIX CINL ¥ MUKPOTPY6OUeK (B TOM YMC/Ie UX TPAHCIO3ULINN);
HOBBILIEHNs] BI3KOCTU MOKPOTBI
B | CHIDKEHIS TyMOPAJIBHOTO IMMYHUTETA U IIOIHOTO OTCYTCTBIUS PECHIUYEK
| PECHMUKI VKIYTUKY UMEIOT HOPMAIIbHYIO YIIbTPACTPYKTYPY, HO He paborator
BC/IEfICTBIE IIOCTOSHHOTO NH(EKIMOHHOrO IIpoliecca
6. Tpuana npu cuappome Kaprarenepa He BKIro4aer:
a | 3epKa/bHOE PACIIOIOXKEHIe OPraHoB (situs inversus)
6 | 6pOHX00OCTPYKIUIO
B | CMHYCOIATHIO
I | XpOHUYECKINIT 6POHXOIETOYHBIIT IPOLIeCC
7. Hambonee 4acTbIMM NPOABICHUAMMN NePBIYHON IVIMAPHOI IMCKN-

HE3UN U CMHApOMA KapTareHepa ABIAKTCA:

XPOHI/I‘-IGCKI/H‘/'I 6POHXI/IT, CUHYCUT, IIOINIIO3 NPVIATOYHDBIX ITa3yX HOCA,

a . .

XpOHMYECKUM CPEAHNN OTUT CO CHIDKEHMEM CITyXa
6 BHYTPEHHAA rmnpoue(bam/m, IIONINKMCTO3 IIOYEK, SMq)I/ISeMaTOSHI:Ie M3MEHCHUA
B TIOIMKJICTO3 MTOY€EK, ITONINIIO3 IIPUTATOYHBIX ITa3yX HOCA, XPOHI/I‘{eCKI/II‘/‘I Cpe,‘E[HI/II;[

OTUT CO CHIDKEHMEM CITyXa

XpOHI/I‘{eCKI/H‘/‘I CpeHHI/Iﬁ OTUT CO CHIMDKEHMEM CITyXa, rmnpoue(bam/m
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8. OcHOBHBIMI NpUMHIUIIAMHI JI€Y€CHU A IIePB]/I‘lHOf;[ Il,']/UII/IapHOf;I AUCKM-

HE3UN ABIAKTCA:

aKTHBHOE aHTMOAKTEPUATbHOE IeIeHe IETOIHBIX 000CTPEHNMIL, CUHYCUTA,
OTITA; XMPYpPrUdecKoe JiedeHre — yaleHne Hanbosee MOBPeX/JEHHBIX YIaCTKOB
6GPOHXO/IETOYHOI CHCTEMBI

HpO(i)I/UIaKTI/I‘-IeCKa}'{ aHTI/I6aKTepI/IaHI)HaH Tepanus COITaCHO YyBCTBUTEIbHOCTU
MUKpOGIOpbI 6pOHXMATBHOTO CeKpeTa 1 pa3 B 3 Mecsiua

XNPYPIUYIECKOE JI€YE€HNE — Y a/IEHNE Hanbonee TIOBPEXAEHHDIX Y4aCTKOB
6p0HXO}'IeI‘O‘IHOI7[ CUCTEMbBI

AKTUBHOE€ aHTI/[6aKTepI/IaIIbHO€ JICYCHUE JIETOYHBIX O6OCTpeHI/H7[, CUHYCUTA, OTUTA;
KIMHE3UTEPpANA (HbIXaTeHbHaH TMMHACTHKa, ,E[peHa)K)

©

Ipynns! pucka mis pud g epeHyanbHOI AMATHOCTUKYA MYKOBUCIIMA032:

AE€TN C JINTENbHBIM CYXUM KalllJIEM, 9aCTbIM JIO’KHBIM KPYIIOM

OpOHXMAIBHON aCTMON

peLAMBUPYIOIIMMY OpPOHXNUTaMU, OPOHXMONTUTAMM, OCOOEHHO C BBICEBOM
Pseudomonas aeruginosa

ABYCTOPOHHMMNI 6p0HX03KTaSaMI/I M 9aCThIMU HI/IeHOHe(pr/ITaMI/I

10. Jnsa cuagpoma Bunbsamca-Kemn6enna xapakrepHo:

BM(l)I/ISeMaTOSHbIe VISMEHEHUA, CyXOI/u[ Kalenb

pacIpocTpaHeHHble GPOHX0IKTA3bl Pa3HOI GOPMBL, 60/Iee BHIPaKEHHbIE C OfHOIL
CTOPOHBI

TUIIOIUTA3NsA XPsililelt 6pOHXOB 3-8-ro MOpsaKa; pacIpOCTpaHEHHbIE
IIBYCTOPOHHIE OPOHXO9KTa3bl BepeTeHOOOpasHoil HOpMbI

YJacTbIC 6pOHXI/IT])I C CyXJVIM JIAIOIMM KallJIeM

IJTanoHbl oTBETOB: 1 — a;2 —1;3 —6;4 —a;5—a;6—0;7 —a;8 —
9 —38;10 —B.
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YVue6Hblit MORYIH (KapAMOIOrN)

1. Tuneprpoduyeckass KapEMOMMONATHS XapaKTePU3yeTCs:

runepTpodueit MMOKapHa, HapylIeHeM AMacTOMNYecKoil GpyHKIMM

6 IUIATALel XKeTyfOUKOB, HapyIIeHeM CUCTONINYeCKOil QYHKIMI

B JMIaTanyeit mpefcepanii, HOpMalTbHbIMYU Pa3MepaMI XKely0uKOB

r IMIaTanyeil paBoro SKeMyLo4yKa, HOpMalbHOI (QyHKIIMENT KelTy09KOB

2. IIpu mepBUYHOI N1€TOYHOI apTepUATbHON TMIEPTEH3UN U3MEHEHA
cepAla XapaKTepu3yHTCH:

runepTpoduert MIOKapAa, [UIaTalelt IIOMOCTH 060UX JKEeMTyLOIKOB

IIaTalyen mogaoCcTu IIpaBOTIO JXEMyTo4Ka 1 Ipeacepansa

B IVIaTanyeil MoloCTy U runeprpodueil MIOKap/a IIpaBoro >Kemyo4ka

r runepTpoduert MIOKapAa, yMEHbILICHIEM IIOIOCTI 0O0NX JKeTYZO0IKOB

3. IIpu 6omesnn Ilomne 6uoxuMmyecKne MoKasaTenn KpoOBM XapaKre-
pusyroTCca:

CHIDKEHUEM YPOBHsI anbOyMIHa, 0611ero 6enka

HOBBILIEHVEM YPOBH: a/ibOyMuHa, o01ero Genxa

B MIOBBIIIEHNEM YPOBHA MapKepOB BOCIIATIEHNA

HOBBIIIEHIIEM YPOBHs TpaHcaMIHas, KpeatnHdocdoxnnassl (KOK),
nakrargerugporenasst (JIIT)

4. TIpu 6onesnu Ilomne n3sMeHeHN cepALa 00yCTOB/IEHBI:

HAKOIVIEHVEM ITIMKOT€HA B JIM30COMAX KapAMOMINOLUTOB

OT/IOKEHMEM ITIMKO3aMIHOI/IMKAHOB B CTPOME KJIAIIAHOB

B HapylleHMeM Jierpafaliiy B TM30coMax ranrmosnuia GM1 u xeparancynbdara

T BHYTPUKJIETOYHIM HAKOIIZIECHMEM I‘III/IKOC(i)I/IHI‘OIII/IHI/IHOB
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5. CKPI/IHI/IHI‘OBaS[ JVMArHOCTUKA 6onesun Ilomme ocHoBaHa Ha OIIpEeNEIEHNN:

necunura komitekca 5 (AT®-cunTerasa)

CHIVDKEHMA aKTUBHOCTIU Q)epMeHTa KUCION a]IbCl)a-FHI()KO3I/IJIaSbI

neduiura KosHsuma Q

neduiyTa 1130COManbHOro hepMeHTa anbda-ramakrosnna A

CunonumoMm 6onesnu Ilommne aBnserca:

rkorenos II Tuma

rmKoreHos I tuma

rukorenos III Tuma

rKoreHos IV Tuma

CrenuduyecKyuM NpenapaToM s TeYeHN: IeTOYHON apTepuanbHOI
TUIePTeH3UN Y ieTell ABIAeTC:

dypocemup,

KaIlTOIIPUI

KapBeanion

603eHTaH

8. IIpu cungpome HyHnan Kapauomeramis coYeTaeTcs:

C TYTOIOABIKHOCTBIO CYCTABOB, IPYOBIMM YepTaMu JINIIA, ICeBAOTUIepTpodueit
MBIIIIL] TOJIEHEeN

IPOrpeccUpYIolieil MbIIEYHON C1ab0CThI0, MAKPOIIOCCHEN, TUIIepCaIBaIert;
HOBbIIIEHNEM YpOBHA TpaHcamyHas, KOK, JIJIT' B kposu

beHOTUIIYEeCKMMY 0COOEHHOCTAMM: BBICTYTAIOINe T00HbIe OYTpHI,
TUIIepPTETOPU3M I7Ia3HBIX IIesIel], IT03, SMMKAHT, HU3KO IOCaKeHHbIE YITHbIE
PAKOBMHBI, KPbIIOBY/IHAA LIIesl, IIMPOKAs IPY/IHASA K/IeTKa

MHOX€CTBEHHDBIMI TMIIEPIINTMEHTMPOBAHHBIMMI IIATHAMU IIBETA «KO(be
C MOJIOKOM» /UK BECHYIIKaMI II0 BCEMY TETy
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9. CHMITOMBI 1eTOYHOJ apTepHaNIbHOI TUIePTEH3NIL:

Kallle/lb, XpUIIbI B JIETKNX, TaXNKapAUA

OJbIIIKA, CHVDKEHNE TOJIEPAHTHOCTI K Harpyskaw, 601 B rpyau, CMHKOIIbI

B TO/IOBHaA 60]'[]), TOTOBOKPY>KEHME, ITAPOKCN3MbI TaXNKapAnn

T OTEKM, KapAnoMeraans, renaromeranns, 6o B JKUBOTE, TaXUKapausa

10. ITpu 60nesnu ITomne u3MeHeHNA cepAIla XapaKTepU3YIOTC:

BBIPa)KEHHOIT IMIepTpodIeil MIOKap/a, yMEHbIIEHEM TI0NOCTH SKeTyJ0UKOB

runepTpodueit MMOKapHa, AyIaTalyell IONMOCTI XKelTy04KOB

B JuIaTaluent MomoCTeN Xeay[O4KOB, HOPMa/IbHO BeTMYMHO CTEHOK

r IVUIaTaLell OJIOCTI U TUIIepTPpOodueli MUOKap/ia IIPaBOro XKeTyTodKa

JramoHbl OTBeTOB: 1 — a;2 —B;3 — ;4 —a;5—6;6 —a; 7 —;
8§ —B;9—0;10 —a.
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10.

YYEBHO-METOAUNYECKOE OBECMEYEHUE
MPOrPAMMbDI

Y4e6HO-MeTOmIYeCKasA JOKYMEHTAIA Y MaTepPHATIbI
IO MpOrpaMMaM y4eOHBIX MOy/eit
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NMPUNOXEHUE 1

MornekynsAapHas JMaTHOCTHKA PeIKUX O0ne3Hell y geTeit

B HacTosIiee BpeMsi He CYIIECTBYeT €UHOTO YHUBEPCATBHOTO METO-
[a GUATHOCTUKM pefKux 6onesHeit. Yem 6osbliie METOOB AMATHOCTUKY
uMeeTCsl B apceHane naboparopun, TeM Bbille ee 3¢ dekTuBHOCTh. Kak
HPaBWJIO, [/IsI AUATHOCTUKY HACTIEAICTBEHHBIX 00/Ie3Heil 0OMeHa Ha IIepBOM
JTarle MPUMEHSIOTCS CKPMHUHTOBbIE METOMbI MICCTIEOBAHNS, TaK/e KaK
TaHIEeMHasi MaCC-CIIEKTPOMETPUs, TOTHA KaK /il BepudUKaluy guar-
HO3a [PUMEHSIOTCS TPYLOEeMKIie MOIEKY/ IS PHO-TeHeTUIeCKIie METOIBI,
TaKMe Kak cekBeHMpoBaHue o CaHrepy b0 MaccoBoe mapasjienbHoe
CEeKBEHUPOBaHIeE.

Hioke IpUBOASTCSA IpUMePbl MHOTOCTAJUITHBIX a/ITOPUTMOB JUATHOC-
TUKV HEKOTOPBIX HACTI€CTBEHHBIX 3a00/IEBaHMIL.

ANTopuTM IMATHOCTUKY Muoaucrpodun [JromenHa

« Vcmonmp3yemble MeTOABI: TONMMMepasHas HenHasa peakuus (IT1IP), ITITP
B peXX1IMe pea/bHOTro BpeMeHM (quantitative real-time polymerase chain
reaction, QPCR), My/IbTUIIIeKCHAsE aMIUIN(UKALVS TUTVPOBAHHBIX IIPOO
(MLPA), maccoBoe napatenbHoe cekBeHnposanue (NGS), cekBeHnpo-
BaHMme 1o CaHrepy.

Mownck YacTbix aeneumnii B reHe DMD (MLP)

O6Hapy»*eHo He o6HapyxeHo

Mownck geneunn/
BcTaBoK (MLPA)

MoaTteepxaatoLLan

O6Ha €eHOo
anarHocTuka (qPCR) Hapyen

He obHapy»xeHO

AvarHos [omnck TOUKOBbIX MyTaLui
NoATBepXAeH B reHe DMD (NGS)

O6HapyxeHo

MoaTeep:xaatoLLan AMarHoCTnKa

(cekBeHMpoBaHue no CaHrepy)

Puc. 1. Asroputm quarnoctTuku muoanctpodun /liomenna.
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AnropuT™ IMarHoCTUKN HeponmaTnyeckoro HMCTUHO3A

« Vlcnonb3yemble MeTOABL: TaHAeMHas Macc-criekTpoMeTpus (TMC), momm-
MepasHas nenHas peakuus (IILP), ITIIP B pexxume peanbHOro BpeMeHM
(qQPCR), MynbTUIIeKcHas aMIUTMUKALNA TATMPOBAaHHBIX Ipo6 (MLPA),

cekBeHuposaHue 1o CaHrepy.

I/IsmepeHVle YPOBHA LUNCTNHa B J'Iel?lKOLlVITaX KpoBu

[arHos Hopma | lMosblweHne

NCKNIYeEH

[Mownck geneynn
B reHe CTNS (MLP)

Mounck myTauwni

O6HapyxeHo | He obHapy»xeHO & rene CTNS

MoATBEPXKAEH (cekBeHMpoOBaHue
no CaHrepy)

He obHapyxeHo

MoaTeepxaatoLuasn SLEISZSICIl Movick aeneumii/BeTaBok

AnarHocTumka (qPCR)

B reHe CTNS (MLPA)

Puc. 2. AnropuT™ AMarHoCTUKU HEDPOTATUIECKOTO IUCTUHO3A.

AJITOpUTM IVIATHOCTHKY TeHEeTIIeCKN 00yCTOBIeHHbIX KapAIOMIIONIATHIA,
B TOM 4MC/Ie MX (peHOKOIMIT

o JVicnonp3yemble METOABI: MACCOBOE IapasjenbHOe CEKBEHIPOBaHNE
(NGS), cexBenuposanme o CaHrepy, XpOMOCOMHBIN MUKPOMATPUYHBII
anamms (XMMA).

WccnenoBaHme TapreTHbix obnacteit sk3oma (NGS)

He o6Hapy»eHo Mouck aeneumin/BcTaBok
MoaTeepaaloLLan O6Hapy»xeHo (XMMA)

JAVArHOCTVKa
(cekBeHMpOBaH/e O6Hapy»xeHo MonHO3K30MHOe He obHapy»xeHo
<~

no CaHrepy) cekBeHupoBaHue (NGS)

O6Hapy»eHo
JvarHo3 noaTBepXKAeH

Puc. 3. AsiropuT™ IUArHOCTUKYU T€HETUIECKU 00YCIOBIEHHBIX KAP/IHO-
MWOTIATHH, B TOM YncJie UX (PeHOKOHH.
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AIropuT™ AMArHOCTUKY MYKOIO/IVICAXAPU/03a, THII 2
(cuagpom XaHrepa)
+ Vcnonb3yeMble MeTOAbI: TaHAeMHas Macc-criekTpomerpus (TMC), cexse-

HyipoBaHue 110 CaHTrepy, My/IbTUIUIEKCHAS aMIUIV(DVKALIVS INTYPOBAHHBIX
npo6 (MLPA).

KonuyecteeHHbI aHanu3 Al B moue

Hopma MoBblweHne

ViamepeHue akTBHOCTU hepmeHTa
naypoHaT-2-cynbdarasbl

Hopma CHwKeHne

Mownck myTauuii B reHe IDS

ﬂI/IaFHO3 NCKJTIO4EH

(cekBeHUpoBaHue no CaHrepy)

O6HapyxeHo He o6Hapy»xeHo

HnarHos
noaTBepPXAeH

MoUCK CTPYKTYPHbIX

nepectpoek (MLP)
He o6HapyxeHo

MNMoaresepxaatowan O6Hapy»eHo Monck NpOTAXKEHHbIX
anarHocTuka (qPCR)

naeneuuin/sctaBok (MLPA)

Puc. 4. Anroput™ AMaTHOCTUKA MYKOIIOJTMCAXapu03a, T 2 (CUHAPOM
XaHnrepa).

Ilpumeuanue. AT — ramkozamunoraukansl; [IIIP — mosmmepas-
Has nennas peaknus; (PCR — I[P B pekume peasibHOro BpeMeHH;
MLPA — MyJIbTUILIEKCHAS JIMTA303aBUCHMast aMIIN(UKAIINST TIPOO.
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ANropuT™M [UArHOCTUKY OY/II€3HOTO SNMUAEPMOIN3a
o Vcnonb3yemble MeTOABI: MacCOBOE IapasieNnbHOe CEKBEHUPOBaHNE
(NGS), cexBennpoBanue 1o Canrepy.

WccnepoBaHme TapreTHbix obnacten reHoB COL17A1, COL7A1, CDSN, CD151, CHSTS8, DSP,

DST, EXPH5, FERMT1, ITGA3, ITGA6, ITGB4, JUP, KRT1, KRT10, KRT14, KRT2, KRT5, LAMA3
n LAMB3 (NGS)

O6HapyxeHo

MopTBepaatoLan AMarHoCTKa
(cekBeHupoBaHue no CaHrepy) He o6Hapy»xeHo

JnarHos O6HapyxeHo MonHO3K30MHOe
noaTBepXxaeH cekBeHupoBaHue (NGS)

Puc. 5. AJIropuT™ IUarHoCTUKN OYJIJIE3HOTO AITHIEPMOJIN3A.
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NMPUNOXEHUE 2

I'Io,qospeHvle Ha XPOMOCOMHYIO
60/1€3Hb MO KANHUYECKON

CMMTOMATUKE
Hanuuve y pe6eHka
MHOECTBEHHbIX BPOXAEHHbIX
NMOPOKOB Pa3BUTUA,

Komnnekc aHomanui passutus,
He ABNALWMNCA creyndruyHbIM
1A U3BECTHbIX FTeHETUYECKMX
CUHAPOMOB

HecnHapomanbHaA yMCTBEHHaA
OTCTaNnoCTb

He OTHOCALWNXCA K T’eHHOMY

PaccTpoiicTBa ayTMCTNYECKOTO CreKkTpa
KnuHnueckue nposeneHus
MOHOreHHOr0 3aboneBaHuA y 60/1bHOTO,
y KOTOPOTO He 06HapyXeHO MyTaLmii

B COOTBETCTBYIOLEM FEHE MOJIEKYIAPHO-
reHeTUYECKMI METOAAMM

cuHapomy
CyulecTBeHHas 3afiepxKa
YMCTBEHHOFO 1 GU3NYECKOro
pa3BuTUA pebeHkKa

3apepkKa NoNoBOro pa3BuTUA

WccnepoBaHue

He o6HapyeHO
Kapviotuna

Mouck Hanbonee YacTbIx
NPOTAXEHHbIX Aeneuunn/
BCcTaBok (MLPA)

O6Hapy»eHo

XpomocomHas
aHomanus

O6Hapy»eHo

He o6HapyxeHo

O6HapyxeHo Mounck peneunin/BcTaBok

(XMMA)

MwuKpogeneunoHHbIn nnu
MUKPOAYNANKALMOHHBIA CUHAPOM

He o6HapyxeHo

LanbHenwwmnn nonck

MOHOr€HHbIX CMHAPOMOB

Puc. 6. AJIropuT™ AMarHOCTUKN XPOMOCOMHBIX O0JIe3HEN 1 MUKPOIH-
TOTEHETUYECKUX CUHIPOMOB.
Ipumeuarnue. XMMA — XpoMOCOMHBINT MUKPOMATPUYHBIN aHAIHI3.
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NMPUNOXEHUE 3

Oprannsanus panoHaAbHONM MeIMIVHCKON MOMOINM JeTAM
C INIMKOT€HOBOI 00/1e3HbI0
YuursiBasg cnennduky MeTabonMuecKux HapyuUleHniT, KIMHUYeCKue

u Ha6opaToprIe IIPpU3HAKU 336OH€BaHI/IH, HEPEAKO ITPOTEKAIOIIETO C HEYIO-

BIETBOPUTE/IbHBIM ITPOTHO30M, JMATHOCTMKA 1 JI€YE€HNE ITAJVEHTOB C ITINKO-

reHoBoli 60n1e3nbio (I'B) B Poccuiickoit Gemepaiinm JOMKHBI OCYILECTBIATCA

Ha TpeX YPOBHAX:

1)

2)

3)

1)

2)

1)

I — ropopckoit ny paioHHbI (POAVIBHBII OM, PailOHHAS TOJIMK/IVHMA-
Ka 11y 60IbHNIIA, TOPOZICKas OOMbHNUIIA);

I — o6macTHOM Mnu KpaeBoit (06acTHast MM KpaeBast GObHNUIIA);

IIT — depepanpubii (PrAY «HMUI] 3goposbsa fereii» MuH3ipaBa
Poccun mu nHoit depepanbHblil HeguaTpUIECKUil LeHTP, UMEeIOInil
COOTBETCTBYIOIIVIE MAaTePUATbHO-TEXHUYECKIIe V1 KaJ[pOBbIe PeCypChI).

3aoauu I ypoens:

3a1o/j03pNUTh 3ab0IeBaHMe IO KIMHNYECKUM Npu3HaKaM (671efHOCTD
KO>KHBIX IIOKPOBOB, YBe/IMYEHIE Pa3MePOB JKMBOTA, TellaTOMerans, CyHo-
pory, TpyAHbIe IPOOY>KAeHMs, 6eCIIOKOICTBO pebeHKa IPY JINTETbHbIX
HepUOfiaX MEeXAY KopMIeHusaMy, Hanndne I'B y cubcos u fp.);

€C/IV BO3MOYKHO, TO ITPOBECTY MCC/IEiOBAHNE INIMKEMIYeCKIX KPUBBIX IIPK
Harpyske ITII0KO3011;

HAIlPaBUTb Ha KOHCY/IBTALNMIO B MEAUIIHCKOE YupexeHe II ypoBHsL.

3aoauu 11 yposns:

MO/ TBEPAUTD (MM UCKIIOYNTD) Hamuune y pebenka I'b Ha ocHOBaHMM
K/IMHMKO-71ab0PaTOPHOTO 1 yIbTPa3ByKOBOIO 00C/IeOBaHNS;
AUCIIaHCepHOe HabofeHe (IPOBOANUTD JOMOTHNUTENbHYIO KINHIKO-
(YHKIMOHAIPHYIO AMATHOCTUKY 1 JIeYeHVe C UCTIONb30BAHUEM YTBEPXK-
IIeHHBIX (efiepaTbHbIX KINHNYECKIX PeKOMeHaluii).

3adauu III ypoens:
Bepuduiposathb I'b ¢ TOMOLIBIO MOIEKY/ISIPHO-TEHE TUYECKOTO MCCIEN0-
BaHU B pepepeHCHOM efiepabHOM IIEHTPE;

52



«PENKME BOJIE3H! B ITPAKTUKE ITEQVIATPA»

2) cmenmanu3upoOBaHHOE MEIVUIIMHCKOE U IICUXO/IOTNYecKoe 00cmegoBanHme
nauyenTa ¢ I'b He pexxe 1 pasa B rof ¢ Bbljjaueil 3aK/II04eHNA O JalbHel-
IIell TAKTHKE JIeYeHsT;

3) mpeHnaranbHasa guarHoctuka I'b, MegyKo-reHeTYeCKOe KOHCYIbTH-
poBaHue;

4) VHMIVAUMs TepaIuy IOoC/e OATBEPXK/IeHNs JYarH03a; OK00p Tepanuu
B 3aBUCUMOCTM OT BHIP@KEHHOCTY METaOO/IMIeCKIX HapyLIeHMIT; I/IaHO-
BOE JIeUeHNe.

B ycnoBusx ¢depepanbHOi TOCyjapCTBEHHOI MeVIITHCKON OpraHu3a-
MM peKOMEHJYeTCA pery/sipHoe aMOy/IaTopHOe Hab TofieHue 3a OO/IbHBIMU
(TOMUMKIMHMYECKUIT TIPVeM VU JTHEBHOV CTAIOHAP), C TOCIUTaIu3aluei
B CHELMaTN3MPOBAHHYIO0 KIMHUKY (KPYIIOCYTOYHOE OT/e/NeHNe) B ClIydae
PasBUTHS OCTIO>KHEHMIT 3a00/IeBaHUSI.

[naHoBbIN BU3NT

O6ocTpeHne

CrabunbHoe cocTosiHue MNoKa3aHuA K rocnuTann3aummn

Jlerkoe, cpegHe- Taxenoe TeueHne
TAXeNnoe TeyeHne

[ncnaHcepHoe
HabntogeHve, NnaHoBas locnutanusauma

Tepanus Ha oMy HabniopeHne
B CTaLMOHape

AHEBHOIO
npe6biBaHNA

basncHana Tepanua

Puc. 7. AIroput™ AnucnaHcepHOro HaOMIOAEeHUs MalMeHTa ¢ IINKOre-
HOBOW 60JIe3HBIO.
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«PENKME BOJIE3H! B ITPAKTUKE ITEQVIATPA»

NMPUNOXEHUE 5

YpoBeHb VIPT nosbiweH (UPT-1 Bbiwe 65 Hr/mn)

Petect NPT-2 Bbiwe 40 Hr/Mmn

OueHKka OueHkKa lNocTaHOBKa Ha gMcnaHcepHbIN
KINNHNYECKMX KINHUYECKNX yueT B LieHTpe MyKOBMUCLNA03a,
OaHHbIX, OaHHbIX, HabnopeHve.
NoBTOpPHOE NoBTOpPHOE OueHKa KIIMHNYECKNX JaHHbIX,
nposefeHve nposefeHve LOMOoSIHMTENbHOE 06CNefoBaHMe:
NoTOBOW MPOGLI MoTOBOW NPOO6bI KJIMHUYECKUIA, BUOXMMUYECKI
yepes 6 mec, yepes 1 Heg, aHanu3 KPOBU; NIEKTPOSIUTHBIN
yepes 12 mec 1 mec, 6 mec, COCTaB KPOBWU, KOMpOosiorus,
1 roga. dekanbHas snactasa-1, noces
[HononHuTenbHoe MOKPOTbI MU Ma3Ka 13 POTOrMOTKN,
obcnenoBaHue, [OHK-ngnarHocTtuka.
Konposnorus, HasHaueHwe 6a3uncHoi
deKkanbHas MeAMKaMEHTO3HOW Tepanumn.
anactasa-1, KnHesutepanus.
OHK-anarHoctmka

Puc. 9. Anroput™m npoBe/ieHNs HEOHATAIBHOTO CKPUHUHTA Ha MYKO-
BUCIIU/IO3.
Hpumeuanue. UPT — mMMyHOPEAKTUBHBIN TPUTICUHOTEH.



ITPOTPAMMA ITOBBIINEHNA KBAJIMOUKAIIVN

NMPUTOXEHUE 6

B Poccun o6s13aTenbHbIMU SIBAAIOTCA 4 3Tana:

1) WPT 1 (nOHOLWEHHDIN: Ha 4—5-11 fleHb, HeAOHOLWEHHbIN: Ha 7-8-11 AeHb): < 70 Hr/Mn

)
2) WNPT2 — petecT (Ha 21-28-1 geHb): < 40 Hr/mn
3) notoBas npoba
4) JHK-guarHocTtuka

JloxKHONoNoOXuUTenbHble pe3ynbraTbl JloxHoOoTpuLaTeNnbHbIN
WPT npu HeoHaTanbHOM CKPUHUHTe: pesynbrart
WPT npu HeoHaTanbHOM
BHYTPUYTPOOHasA rmnoKcua nnoaa CKPUHVHTe:
BHYTPUYTPOO6HbIe nHbeKLUN
nepuHaTanbHbI CTpecc MEKOHWanbHbI nneyc

KOHbIOraLMOHHasA »KenTyxa HOBOPOXKAEHHbIX HeJOHOLIEHHOCTb
XPOMOCOMHble abeppauumu (Tpucomun 13- cocTosHMe nocsie

1 18- XxpoMocom) nepenvBaHUA KPOBU
BPOXAEeHHasA MoyeyHasa HefOCTaTOYHOCTb

BIMP (nprmMep: aTpe3ns TOHKOIo KULLIEYHWNKA)

HedpOreHHbIN HeCaxapHbI arabet

Puc. 10. Iramnpl HEOHATATHFHOTO CKPUHUHTA TIPU MYKOBUCITUIO3E.
IHpumeuanue. IPT — ummyHopeakTuBHbIN Tputicutores; BIIP — Bpo:x-
JIEHHDBI TIOPOK Pa3BUTHSI.
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«PENKME BOJIE3H! B ITPAKTUKE ITEQVIATPA»

NMPUNOXEHUE 7

. 3amectutenbHan depmeHToTEpaNUA
NMaHKpeaTnHOM
. AHTMOMOTUKN (MHranAuMKM TobpamnLHa
1 KoANCTMMeTaTa HaTpwsA), B/B, BHYTPb CoumanbHas nporpamma,
. MykonuTukm (BHYTpb 1 MHranAumm) — lopuanyeckKoe ConpoBoXaeHne
LopHa3a anbda, ambpoKcos, aLeTUILNCTENH.
MaHHuTon (BpoHxuTon). [MnepToHnyeckun MannnatneBHaA nomoLb
pacteop NaCl
. bpoxogunatatopbl MNcrxonornyeckas nogaepkka
. ButamuHotepanusa (A D E K) 1 agantauua
. TenatonpoTtekTopbl (ypcoge3okcrxosesas
Kucnora) [veTta, neyebHoe NuTaHue,
. CumnTomaTmyeckas Tepanua (neveHve KoppeKLuua HYyTPUTUBHOIO cTaTyca
OCJIOXKHEHWI)
Dur3nyeckan akTMBHOCTb

BAKLUMHALMA (HaumoHanbHbIN KaneHaapb), 1l CMIOPTUBHbIE yNpPaXHEHNS

0Cc060€e BHUMaHWE, JOMONMHUTENBHO,
NPOTUB MHEBMOKOKKA, reModUIbHON Nanoykuy, KnHe3utepanua — cneuuwanbHasa
KoKowa, TybepKynesa, rpmnna AblXaTeNibHaA rTMMHACTUKa,

APEHaX, pecnnpaTtopHaa
TapFETHaFI TepanuAa (I/IBaKad)TOp + ﬂIOMaKad)TOp) 1 annapaTHas TeXHMKa

1-a yacTb 2-9 4YacTb
MEOUKAMEHTO3HAA HEMEOMKAMEHTO3HOE
BA3VCHASA TEPATAA JIEMEHWE

Puc. 11. Ajropur™ KOMILIEKCHOTO JiedeHUs U peabuinTaliuu geTeii
C MYKOBHCIIM/IO30M.
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ITPOTPAMMA ITOBBIINEHNA KBAJIMOUKAIIVN

NMPUNTOXEHUE 8

PaHHee
Hauyano XObJ1

XOBJ1 6e3

dakTopoB
pucka

CemelHbIN
aHamHe3 [ocTtaTouHo

OAHOTO YpoBeHb
MaHaumnHapHas Kputepusa AlA

smousema

MayneHt
C Nof03peHnem
Ha ATAH

B KPOBM
>0,9r/mn

Kputepun:

Opyrue
NPU3HaKn

[pyraa natonorusa

OnpegeneHune
reHoTuna

2-1 ypOBEHb

MaymeHt c A1AH

I. OnpepeneHve

Perucrp ATAH pacnpoctpaHeHHocTy A1AH
Il. AnropuTtm Tecta gna

CKpuHuHra A1AH

Puc. 12. Axroput™ JUarHoCTUKHA HeJIOCTAaTOYHOCTHU ajibda-1-aHTu-
TPUTICHHA.

IIpumeuanue. XOBJI — xpoHmyeckast 06CTpyKTUBHAsT OOJIE3HD JIETKIX;
A1AH — anbda-1-aHTUTPUTICUHOBAS HEJIOCTATOYHOCTD.
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«PENKME BOJIE3H! B ITPAKTUKE ITEQVIATPA»

NMPUNOXEHUE 9

MauveHTbI rpynnbl pucka no aedpuuurty A1A:
uneHbl cement 60sbHbIX ¢ aepuuntTom ATA
[eTun 1 B3pocible C TPYAHO NOAAAIOLMMUCA TIEYEHMIO aCTMON,
B6pPOHX03KTazamm
naumeHTbl C MaTONOMMIN NeYEHN HEACHOIO reHes3a
BCe naumeHTbl ¢ XOBJ1

OnpepeneHne ypoBHa A1A

®eHotunmposaHue PiZZ, PiSS, PiNullNull

[eHoTMNMpoBaHue

Puc. 13. Henocrarounocts anbda-1-anrurpuncuna. [Iporokos obce-
noBanusg Ne 1.

IIpumeuanue. XOBJI — xpoHmyeckast 06CTpyKTUBHAsT OOJIE3HD JIETKIX;
A1A — anbda-1-aHTUTPUTICUH.
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ITPOTPAMMA ITOBBIINEHNA KBAJIMOUKAIIVN

NMPUNOXEHUE 10

MauueHTbl C ycTaHOBNIEHHBIM AeduumTom ATA

HabniogeHue renatonora:
YNbTPa3BYKOBOE UccnefoBaHue 6plowHon nonoctu, GrubpockaH

Ha6niogeHve nynsmoHonora (OB, KT OT'K, ®BC)

JleyeHne

Puc. 14. HepocraTounocts anbda-1-anturpuncuna. IIporokos obcie-
noBanms Ne 2.

Ilpumeuanue. A1A — anvda-1-anturpuncun; OB/l — Gynkius BHemnHe-
ro aeixauust; KT OI'K — kommbioTepHas ToMmorpadust opraHoB TPY/IHOM
kiaeTkn; OBC — GubpoOPOHXOCKOIIHS.
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«PENKME BOJIE3H! B ITPAKTUKE ITEQVIATPA»

NMPUNOXEHUE 11

MauneHT c nogo3peHnem Ha gedmuut ATA

MaToreHeTnyeckas Het
Tepanusa OCHOBHOIO

3aboneBaHus

A1A B KpoBu
<09r/n

Oa

KoHcynbrauumsa
npodunbHOro

cneyuwanmcTa
[narHoctrka

NOpaXeHNs OpraHoB-
muweHen (KTBP, ®BJ, Y31,
6NOXMNYECKNI
IOnarHos aHanm3 KpoBw)
NoATBEPKAEH

OnpegeneHne
deHoTtMna
(anekTpodopes
WIIN reHOTUNN-
poBaHue)

3aboneBaHue Nerknx 3aboneBaHue neyeHun

HabniogeHue
PekomeHpaaLmv no n3ameHeHuio
06pasa K13HU
CvmnToMaTnyecKas Tepanus
PeleHne Bonpoca
0 TPaHCMIAHTALUN NeYeHn

KnuHunyeckne
nposAsneHns
[OMO3UroTHbIN PpeHoTUN
OB, < 80%
Bospact > 18 net
OtcyTcTBUE
KypeHusa

HabnogeHne 3amecTuTenbHas Tepanus
PekomeHpgaLm no nsmeHeHno ob6pasa Xmn3Hu
Tepanua XOBJ1

Puc. 15. Anroputm nuarnoctuku geduriura aabda-1-aHTUTPUTICUHA.
Ipumeuanue. A1A — anvda-1-aaturpuncun; KTBP — komnbioTepHast
ToMorpadust BbICOKOTO pazpeltenus; Y 3V — yibrpasBykoBoe uccieno-
Banue; OB/l — dynkims Buentrero apixanus; ODB, — obbem bopenpo-
BaHHOTO BbIJ0Xa 3a 1 cexynay; XOBJI — xporndeckast 06CTPYKTHBHAST
6OJIE3HD JIETKUX.

Pekomenaiun Poccuiickoro peciiupatopHoOro oOIiecTsa JJist CIEUaINCTOB 3PABOOXPAHEHUS.
Hedunnt ansda-1-anrrpuncuna y B3pociasix. Mocksa, 2018. C. 8.
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ITPOTPAMMA ITOBBIINEHNA KBAJIMOUKAIIVN

KoHcynbrauua
reHeTunka

[eHeTnyeckne
nccnenoBaHus

NMPUNOXEHUE 12

HACNEACTBEHHbIE BONE3HU

audn

7-9 6annos

>2500r

CeHcoHeBpanbHan §i

TYroyXocTb

OnddysHoe

nopakeHue
6enoro BellecTsa
rosIoBHOro Mo3ra
BpoxaeHHble
NOPOKU pa3BUTUA
rosIoBHOro Mo3ra

APGAR

Cypponor

| Macca Tena N
npu poXaeHun

MPT ronoBHoro
Mo3ra

MNporpeccu-
pyloLlee TeyeHne
3aboneBaHus

YTpata paHee
nprobpeTeHHbIX
HaBbIKOB

< 7-9 6annos

<2500r

Hopma

Atpodus
BellecTsa
rofIOBHOroO MO3ra
[epuBeHTpU-
KynapHas
nenkonaTua
KnctosHo-
rnno3Has
TpaHcdopmaLma
lar:

Puc. 16. /luddepennmanbHo-1MarioCTUIECKUN aJITOPUTM JIETCKOTO
11epebPaIbHOTO Mapania ¢ HACJAeICTBEHHBIMU GOJIE3HSIMIL.
IIpumeuanue. I — perckuii epebpanbrbiii napaany; MPT — mar-
HUTHO-pe30HaHCHas ToMorpadus.
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