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MaTepuanbl npeaHa3Ha4dYeHbl Ana UcToyHUK MaTepuasnos - PM3A

OAHoro rIOKynaTenﬂ BOﬂpOCbI N CNTYyaUMOHHbIe 3a4a4K NoJly4eHbl TOJIbKO
Ncnonb3ynTe aisibl TOSIbKO A5 INYHOM 13 ony6/IMKOBaHHbIX MaTepuranos MeToan4yeckoro
noAroToBkU. He nepepasanTe NX TpeTbUM InULaM, He LUEeHTpa akkpeanTauny cneunanmncTos.

nybnvkynTe, He pa3MeLllanTe B OTKPLITOM AoCTyne n
He nepernpoaaBanTe MONHOCTbIO AN YaCTUYHO.

OduumanbHbIi canTt fmza.ru >

OTBEeTbl MOXKHO NPOBEPUTHL CocTaB MaTepuanos MOXeT
CaMoCToATEeJIbHO obHOBNATbLCA

Ncnonb3ynTe KOMNIEKT MPU NMPOXOXXAEHNN DOM3A MOXKET U3MeHSATb POPMYJINPOBKN, MOPAAOK U
peneTULMOHHOro 3K3amMeHa 1 ybenmtech, 4To cocTaB 3adaHuii. Mepen NOArOTOBKOWM UCMONb3YyATE
BblbpaHHble 0TBETbI COBNAAaOT C pe3ysbTaToM aKTyaJIbHYl0 BEPCMIO KOMMJIEKTa 1 CBEpANTECH C
onumManbHOM CUCTEMBI. ourumanbHbIM NCTOYHUKOM.

OTKpbITb peneTuu.uoqulﬁ 3K3aMeH >

BaxkHo: MedikCase cuctemaTtunsmpyet matepuanbl PM3A ona CaMoCTOATENIbHOW NOAFOTOBKM, HE N3MEHSASA CMbIC/T BONPOCOB N OTBETOB.
AKTYaJIbHOCTb KOMMJIEKTa MOXKHO MPOBEPUTH B 0PULINANBHOM PENETULMOHHOM 3K3aMeHe.
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CutyauuoHHas 3apaya 0001
O6pa3oBaHue: Bricluee obpa3oBaHue | CreunanbHOCTb: eHeTrKa
1. YCIOBUE CUTYALLUOHHOW 3A0A4YU

1.1. Cutyauusna

ObpaTunnack MaTb pebeHka Ond YTOYHEHUA AnarHosa y cbiHa. Manbyuk 1,5 roga.

1.2. XKanoObl

Ha oTcTaBaHuMe B poCcTe M MOTOPHOM U Pa3BUTUKN, TYronoaBUXXHOCTb CYCTaBOB.

1.3. AHaMHe3 3a0oseBaHuA

C poxaeHunsa 3aTpyaHEHHOE HOCOBOE AbiXaHMe. B nepBble Mecsaubl XXNU3HN narHOCTUPOBaHa
ancnnasus TazobeapeHHbIX CyCcTaBOB, ABYCTOPOHHSA NaxoBas rpbika. B 1,5 roga - nynoyHas rpbibka.
MoTopHOE pa3BuUTUE C 3a4EPXKKON: CaMOCTOATENIbHO CMANT C 1 roaa, XoAuT C NOAAEP>KKOMN.
3ajep>XKa pocTa.

Ha BTOpOM rofy »XuUsHun nosasuaacb TyronogBM>XHOCTb CyCcTaBoB. B 1,5 roga KoHCynbTMpoOBaH
o)TasIbMOJIOrOM, YCTAHOBJIEHO NMOMYTHEHNE POrOBULLbI.

1.4. AHaMHe3 XXU3HHU

Masnb4umk oT 2 BepeMeHHOCTN, POAUNICS B CPOK, NpU poxxaeHun macca 3950r, anmHa 55cm. OueHka no
wkane AMrAP 7/86. Pognnca B yaOBNETBOPUTENbHOM COCTOSAHUN.

FeHeanorm4yecknin aHamHes: 6pak He KPOBHOPOACTBEHHLIN, POAOCNOBHAA He oTAroweHa. Pogntenn
3p0poBbl. CTapwunii 6paTt 10 neT KIMHNYECKU 3400P0B.

1.5. OObLEeKTUBHbBIN CTATyC

PocT 73 cM (MeHee 3 ueHTens), Bec 11,5 kr (50 ueHTeNb), OKPY>XHOCTb ros1oBbl 52 cm (6onee 97
ueHTens). 'pybbie YyepThbl MMUa (LWLMPOKasa MepeHoCcuUa, rMnonaasnsa cpegHen TpeTun amua, nyxsble
ry6bl, MPUOTKPLITLIN POT, MaKpPOrI0CCKSA), TYFrONOABUXXHOCTb U KOHTPAKTYPbl JIOKTEBbIX U KOJIEHHbIX
CyCTaBOB, YBE/IMYEHNE Pa3MepPOB XUBOTa, NyNoYHas rpbKa, yBesmveHne nevyeHn (+3 cM 13 noj Kpas
pebepHon ayrun), LBYCTOPOHHSAS NaxoBas rpbhka.

1. AnarHos

Bonpoc 1.

Hanbonee BepoATHbLIM NpenosiaraeMblM KINMHUYECKUM OMarHO30M B l@HHOM CUTyauun SABNSETCA
3aboneBaHune n3 rpynnsol

1. HapyweHNn MNTOXOHAPWANLHOro 6eTa-0KNCAEHNA XUPHBLIX KNCNOT
2. TJINKOreHo30B
3. Hac/sedCTBEHHbIX MMOMATUN

MYKOMoJInCaxapmnao3os

MpaBunbHLIK OTBET:

4 - MyKOnoJiucaxapmano3os

KoMmeHTapumn: CoyeTaHne KINHUYECKUX NPOSIBJIEHWI B BUAe rpybbix YepT /ivua, TYronoaBUXXHOCTU
CYCTaBOB, 3a4€PXXKN POCTa, MAaKPOKPaHWUW, MOMYTHEHWS POrOBULbI, FPbIXK MO3BOJISIET Bpayvy
NMpeanosioXXNTb MyKOMOJIMCAaxXapnao3 1 aBAsSETCS OCHOBaHMEM AJia AaJibHelwero obcnenoBaHus.

MeToanyeckne pekoMmeHgaunum No paHHen gnarHoCTuke Mykononancaapgosos, 2019r. (cTtp. 10-11)

KoMMeHTapumn: OCHOBHbIE KJIMHUYECKME NPOsiBAeHUs: rpybble YepThl LA, YMCTBEHHAs OTCTaNoCThb,
NMOMYTHEHWNE POroBULLbI, TYrOMoABMXXHOCTb CycTaBoB [1-3].

KnuHuyeckne pekomeHaauum. Mykononnmcaxapuaos | Tuna y geTen.
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https://library.mededtech.ru/rest/documents/cr_49

(1)

2. NMnaH obcnepoBaHua

Bonpoc 2.

[ns yToyHeHWs gmnarHosa, nepsBbiM 3TanoM, Hanbosnee uenecoobpasHo NpoBecTH

1. KapuoTunMpoBaHue

2. uccregoBaHue CrekTpa aMMHOKKCIOT MOYU MEeTOAOM XpoMaTorpacum

3. nccnepoBaHue 3KCKpeuunm Meam ¢ MO4on

@ nccsiefoBaHnUe akTUBHOCTU JIMO30COMHbIX (DepMeHTOB (rmgponas)
nccriefoBaHNE 3KCKpPeLn MIMKO3aMUHOMIMKOHOB (AepMaTaHCcynbdaTa 1 renapaHcynbdaTa) C
MOYOW

6. vccienoBaHME XeNYHbIX KACIOT MOYU

MpaBunbHbIE OTBEThI:
4 - uccnepoBaHue aKTUBHOCTM JIMO30COMHbIX (pepMeHTOB (ruaponas)

5 - nccnepoBaHMe 3KCKpEeLUM riMKo3aMMHOIJIMKOHOB (AepMmaTaHcyibdaTa m
renapaHcynbcgarta) c MO4YOH

KoMMeHTapuu: nokasaTenn akTUBHOCTM (DEPMEHTOB JIM30COM SBASIOTCA OCHOBHbIMU SlabopaToOpHbIMYK
KpuTtepuamm MIMC. Y naymeHToB ¢ MINC | Tnna onpepenseTcsa CHUKEeHNe akTUBHOCTU
anba-L-naypoHnpasbl.

KnnHuyeckne pekomeHaaumm. Mykononancaxapuaos | Tuna y geTern.
(1)

KomMmeHTapuu: MNauneHTaM C MOAO3PEHNEM HA MYKOMOJINCaxapuao3 nepebiM 3TanoMm obcnenoBaHms
pPEKOMEHO0BaHO UCCieJ0BaHME 3KCKpeLnn aepMaTaHcynbdaTa 1 renapaHcyibdaTa ¢ MOYON. ITU
rMokKasaTenun SBAATCA OCHOBHbIMK NabopaTopHbIM KpuTepmusamn Mykononucaxapuposa 1 tuna (MMAC 1
TUMa): onpefenseTcs NoBbILEHHbIN YPOBEHb AepMaTaHCynbdaTa 1 renapaHcynbdaTa B MoYe.

KnuHndeckne pekomeHaaumm. Mykononncaxapmaos | Tmna y neTten.

(1)

3. ANroputMm MoJieKyJiipHO-reHeTu4eckoro obcneposaHusa (AuarHosa)

Bonpoc 3.

Ons yTo4yHeHns gmarHosa Ha BTOPOM 3Tane NnokasaHo nposefeHne MOJIeKyJIAPHO-reHeTn4yeckoe
nccienoBaHme reHa

1. GALE_(OMIM: * 606953)
2. PAH_(OMIM: * 612349)
(3) _IDUA_ (OMIM:* 252800)

4. GALK1_(OMIM: * 604313)

MpaBunbHbLIA OTBET:

3 - _IDUA_ (OMIM:*

PebeHKy C KNMHMKO- NabopaToOpHbIMM AAaHHBIMU MYKOMJINCaxapuao3a peKOMeHLOBaHO NpoBeaeHme
MONEKYNAPHO-reHeTU4YeCcKoro NccneioBaHus: BbiaBeHne MyTauuinm B reHe IDUA_, koaupyoLiem
anba-L-noypoHnaasy.

KnunHuyeckne pekomeHaauum. Mykononncaxapunaos | Tuna y geTen.

(1)
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4. InarHos

Bonpoc 4.

Ha ocHOBaHWW MOJIy4EeHHbIX pe3y/ibTaToOB KJ'II/IHI/IKO-J'Ia60paTOprIX nccnenoBaHum I'Ip06aHJJ,y
YCTaHOBJ1IEH ANAlrHO3

@ Mykononncaxapugo3 1 tuna. CnHapom Nypnep

2. lanakTtosemusa 1 Tuna
3. nmkoreHoBas 6onesHb 1 Tuna
4. Mykononncaxapmgos 2 tuna. CuHapoMm XaHTepa

MpaBusbHbIA OTBET:

1 - Mykononucaxapupos 1 tTuna. Cuvgpom lNypnep

KomMmeHTapumn: narHos MMNC | ycTaHaB/MBaeTCA Ha OCHOBAHNMN COBOKYMHOCTU KJIMHNYECKMX LAHHbIX,
pe3ynbTaToB NabopaTOPHOro NCCefoBaHUA N MOJIEKYISIPHO-FEHEeTUYECKOro aHaam3a.

KnuHunyeckmne pekomeHgaumm. Mykononncaxapmaos | Tmna y geTten.

(1)

5. I1po¢mnaKTuKa (Mepuko-reHeTu4eckoe KOHcyanVIpOBaHVIe)

Bonpoc 5.

Tun HacnepoBaHMsA Mykornosmcaxapmagosa 1 Tuna (OMIM:* 607014)
1. X-cuenneHHbIN peLecCuBHbIN

2. ayTOCOMHO-OOMUHAHTHbIN

@ ayTOCOMHO-PEeLIeCCUBHbIN

4. X-cuenneHHbI OOMUHAHTHbIN

MpaBunbHLIK OTBET:

3 - ayTOCOMHO-peLeCcCUBHbIN

KnunHunyeckune pekomeHgaumn. Mykononmcaxapuaos | Tuna y geten.

(1)

Bonpoc 6.

Puck noBTopHOro poxxaeHusa 6oabHoro pebéHka c aTum 3aboneBaHnem B obcnefoBaHHON ceMbe
1. cocTtaBnseT 50% He3aBUCMMO OT Nosa

2. cocTaBngeT 15% He3aBUCKMMO OT Mnosa

@ coctaBnseT 25% He3aBUCUMO OT MnoJia

4. oTCcyTCTBYET

MpaBusbHbIA OTBET:

3 - cocTaBngeTt 25% He3aBMCUMO OT NoJia

B cny4vae ayTOCOMHO-peLLeccBHbIX 3ab60/1eBaHNN, PEKYPPEHTHbIA PUCK COCTaBnaeT 25%

Mpn ayTOCOMHO-peLeccMBHOM 3aboneBaHuu poanTenn ABNAKOTCA reTepo3nroTHbIMnN HOCNTENAMN
MYTaHTHOIO reHa

KoMMeHTapuin: AyTOCOMHO-peLLeCCMBHbIA TUM Hace0BaHMA XapakTepnlyeTca nepegayen
3aboneBaHns OT 340pPOBbIX POAUTENEN AETAM C BEPOATHOCTbIO 25%
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leHeTuka. Y4yebHuk onsa sy3os/lNon. pen. akagem. PAMH B.U. iBaHoBa. - M.: UKL, «AKkageMKHuUra»,
2006, 2007 - 639 c.:un., cTp. 453, cTp. 455

Bonpoc 7.
B OJaHHOM 6paKe C BbICOKUM PUCKOM MyKononmcaxapMp,o3a | TMNa

@ pPEKOMEHO0BaHO NPOBeAEHNE NPEHATANbHON ANArHOCTUKN NPW HACTYNAeHUn cnenytoLlen
bepeMeHHOCTH

2. [aNbHenwee AeTopoxxaeHme npoTmeBornokKa3saHo
3. panbHenwee geTtopoXxaoeHme pekoMmeHayeTcda C UCNoJsib3oBaHMeEM OJOHOPCKUX MOJIOBbIX K/NETOK
4

. NpeHaTallbHad ONarHOCTUKa He NokKa3aHa

MpaBunbHbIA OTBET:

1 - peKOMeH,0BaHOo NpoBeaeHue NpeHaTaJibHOM AMArHOCTUKU NPU HACTYNJIEHUMU
cnepyowen 6epeMeHHOCTH

KomMeHTapuu: NpeHaTanbHas AnarHoCcTuUKa pekoMeHaoBaHa s ntobon nocnenytoien
6epeMeHHOCTN B CEMbSAX, OTAMOLWEHHbIX XO0TS 6bl 0gHMM cnydYaem MICI.

KnunHunyeckune pekomeHgaumu. Mykononncaxapuaos | Tuna y geten.

(1)

6. JleueHue

Bonpoc 8.
TpaHcnAaHTaumMm KOCTHoro mosra (TKM) nauneHTaM € MyKonoamcaxapugo3om 1 tuna

1. He pekoMeHAoOBaHa
@ pekoMeHAoBaHa A0 AOCTUXKEHUS 2-X JIeTHEero Bo3pacTa

3. pekoMeHOoBaHa

4. pekoMeHIoOBaHa nocJsie 10 neTHero Bo3pacTta

MpaBunbHbLIA OTBET:

2 - PeKoOMeHOoOBaHa A0 A0CTUXXEeHMA 2-X NneTHero BO3pacTa

KoMMeHTapumn: PeKOMeHI0BaHO NPoBeAEeHNEe TPaHCMIaHTaLuM KOCTHORo Mo3ra nauneHTam c MMNC 1 ¢
theHoTUNOM MN'ypriep CMHAPOMA A0 OOCTMIXXEHUS Bo3pacTa ABYX JieT. TKM BeeT K yMeHbLUEHUIO
pa3MepoB MeYeHn 1 cefie3eHKU, Yy4LlleHNo PYHKLUNA ablXaTeNbHOW N cepaevHo-CcoCyaAnCToM
cucTem.

KnuHundeckmne pekomeHgaumm. Mykononncaxapmaos | Tmna y geTten.

(1)

Bonpoc 9.

Bcem peTsam ¢ MykornonmMcaxapvao3om 1 Tuna nokasaHo rnposefeHune

1. aveToTepanuu C UCKJIIOYEHNEM Ka3enHcoLepKallmx rnpoayKToB

2. TpaHCnaaHTauum nevyeHu

3. reHHom Tepanuu

@ dhepMeHT3aMeCcTUTEeNbLHON Tepannn napoHngason n3 pacdyeta 100 EL/kr B Buae B/B NHpy3nm

exeHenenbHo

MpaBunbHbLIA OTBET:

4 - pepMeHT3aMeCcTUTEJIbLHOM Tepanuu apoHuapason u3s pacyera 100 EQ/xr B Buge B/B
MHY3UMN exxeHepenbHOo
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KoMmmMeHTapumn: PekoMeH[0BaHO NnpoBeneHne epMeHTHON 3amecTuTensHom Tepanum (O3T). O3T
npoBoanTCA napoHupason (kog ATX A16ABO05).

KnnHuyeckne pekomeHaaumm. Mykononncaxapuaos | Tuna y geTern.
(1)

KommeHTapuu: B 1 ma pactBopa cogepxutca 100 EL, (npubnusutensHo 0,58 Mr) napoHugasbl. 370
pekoMbuHaHTHasa hopMa YesioBeveckon anbda-L-naypoHnaassl, Npon3BoanMas ¢ UCNOJb30BaHUEM
TEXHONOrMn pekoMbrHaHTHOM OHK B KNETOYHOM Ky/ibType KUTAaNCKNX XOMAYKOB. P3T
npefHa3Ha4YyeHa A1 BOCCTaHOBJIEHNSA YPOBHSA SH3MMaTUYECKON aKTUBHOCTU, AOCTATOYHOro s
rMAPOSaIN3a HAKOMJIEHHbIX MINKO3aMUHOIMIMKaHOB U 418 NpefoTBpaLleHnsa Nx AasibHenLWero
HakonneHus. MNMocne BBefeHnNsa napoHnaasa 6bICTPO BbIBOAMTCA N3 CUCTEMHOINO KPOBOTOKA U
norjoLwaeTca KJeTkaMu, nocTyrnas B UX JIN30COMbl Yepe3 MaHH030-6-hocaTHbIe peuenTopbl.
PekoMeHOOBaHHLIN PEXUM O03UPOBaHUSA: exeHenenbHoe BBeaeHne B Aose 100 EL/kr B Buae B/B
NHY3UN.

(2)

Bonpoc 10.
(DepMEHT 3aMecTuTeJIbHada Tepanna AeTam C TpaHCFIJ'IaHTaLI,I/Ieﬁ KOCTHOIo Mmo3ra (TKM)

1. npoBoAUTCA TOJNILKO 00 NpoBedeHus ornepaunmn

npoBoanTca 4o TKM n B Te4eHnmn 3-x mecsues nociae TKM (40 BOCCTaHOBIEHMSA HOPMaJsibHOIroO
YypOBHS cObCTBEHHOrO hepMeHTa)

3. He nNpoBOOUTCA

4. NpoOTMBOMOKa3aHa N3-3a BO3MOXHbIX a/lJIepPrnyeckux peakumin U pocTa aHTUTeN K GepMeHTy

MpaBunbHbIA OTBET:

2 - npoBoauTtca go TKM u B TeueHum 3-x mecsaues nocne TKM (po0 BoccTaHOBJIeHMA
HOPMaJZIbHOro YPoBHA cOGCTBEeHHOro chepMeHTa)

KoMMeHTapuu: (pepMeHT 3aMeCcTUTEsIbHYI0 Tepanuio JapoHMAa30i MOXXHO UCMO/b30BaTh Nepes
TpaHCcnaHTauuen KoCTHOro Mo3ra, HenMocpeaCcTBEHHO NOC/Ie Hee, a TakXKe Mocsie TpaHCnaaHTauun.

KnunHunyeckune pekomeHgaumn. Mykononncaxapuaos | Tuna y geten.

(1)

7. BapuaTtus

Bonpoc 11.

MaymeHTaM C Mykonoancaxapnaosom 1 tmna, peabunmtaunoHHble MeponpuaTusa u dmnsnotTepanms
1. nokasaHbl ¢ 5-neTHero BospacTa

2. MoKasaHbl NayMeHTaMm, He noJiyyarLwmm pepMeHT 3aMeCcTUTENLHYIO Tepanuto

3. He rnokasaHbl

NMoKa3aHbl U pa3pa6aTb|Bar0Tc9| nHOonBMayaJjibHO

MpaBunbHbLIA OTBET:

4 - noKa3aHbl U pa3pa6aTb|Ba|0Tc;| UWHAOUWBUAYAJIbHO

KoMmMeHTapuu: MNMauneHTy ¢ MyKonosancaxapmnnosom | Tuna usmorepanesTom v BpavyoM-JIOK
pa3pabaTbiBaeTCA MHANBUAYAJIbHBIN KypC peabunmTaumm, BKAOYaOWMA Maccax, ievyebryio
bU3KYynbTYpY, husnoTepanesTUYECcKMe npouenypbl (MarHuToTepanuio, TepmoTepanuio,
yOapHO-BOJIHOBYIO Tepanuto, MeTog buosiornyeckom obpaTHOM CBA3M N Apyrue rnpouenypsbl).

KnunHunyeckmne pekomeHgaumm. Mykononncaxapmaos | Tmna y geTten.

(1)
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KoMmmeHTapumn: PeabnnmtaunmoHHble Kypcbl (Maccax, JI®K, dumnsnonpouenypsl,
rncuxosioro-rnegarornyeckast NoOMoOLLb) XXenaTesibHO NPOBOAUTL B YC/IOBUSAX AHEBHOIM0 cTauMoHapa
MPOBOAUNTCS C HacToTon 3-4 pa3a B rofl, AJINTENIbHOCTb - ONpefesiieTCa TAXECTbIO COCTOAHUS U
OTBETOM Ha NPOBOAUMbIE MEPOMPUATUS.

(2)

Bonpoc 12.

MaumeHTam C Mykonoancaxapmnosom 1 Tmna, B TOM 4YUcse Noay4vaowmM (hepMeHT 3aMeCTUTESNbHYIO
Tepanuio, CMMNToMaTU4YecKasa Tepanus

1. noka3aHa [0 Ha3HayeHus hepMeHT 3aMeCcTUTEsNbHOM Tepanun
2. rokKasaHa TOJIbKO B CTallMOHAPHbIX YC/IOBUAX
3. He nNokasaHa

NMOoKa3aHa

MpaBunbHLIK OTBET:

4 - noKasaHa

KoMmeHTapuu: 3abosieBaHne UMeeT MyJIbTUCUCTEMHYIO MPUPOLY U HeobpaTuMele, NporpeccupyoLine
KJIMHMYEeCKne NposiB/IeHns, YTo 0byciioBMBaeT HEO6X0AUMOCTb HabIlOAeHUSA HE TOJIbKO Y3KUMU
cneunannucTamMmmn (OTOPMHOJIAPMHIOJIoraMu, XMpypramMmu-optToneaamm, opTaabMosioraMu,
Kapauosioramu, nysbMOHOI0OFraMn, HEBPOMaToJIoraMn, CTOMaToJIoraMun), HO U U3nMoTepaneBTaMu,
siorornenamu, NCUxosoramMmm n paboTHMKaMM NaanaTUBHbIX CIyX6.

KnnHuyeckne pekomeHaaumm. Mykononancaxapuaos | Tuna y geTern.

(1)
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CutyauuoHHas 3apava 0002
O6pa3oBaHue: Bricluee obpa3oBaHue | CreunanbHOCTb: eHeTrKa
1. YCIOBUE CUTYALLUOHHOW 3A0A4YU
1.1. Cutyauusna

Bpaya reHeTuka npuriaacuin B oTaeneHne natosormm HOBOpO)K,D,éHHbIX Anga KOHCybTaunn K
pe6éHKy, nesoyke 10 gHEN XU3HW, AN NCKAIYEHNS HacNeaCTBEHHOro XapaKTepa Hapyu.lean7|.

1.2. XKanoobl

LLlymMmHoe gbixaHue, ﬂOFIépXI/IBaHI/Ie npun KOpMJIEHUN.

1.3. AHaMHe3 3a0oseBaHuA

BepeMeHHOCTb NpoTeKaJsia B OCHOBHOM 6e3 0COBEHHOCTEN, Ha CPOKe OKOJI0 2-X Heaenb y MaTepu bbin
(hapUHrUT, NpUMEHsNa rekcaams.

Mocne poxxpeHus Habnoganoch CTpnaopo3Hoe AbiXaHne, BbiCNyLLUMBasiCA CUCTONNYECKNI LymMm,
BblABJ1IEHbI MUKPOaAHOMa 1M U MOPOKUN Pa3BUTUA, HTO MOCSTY)KMUN10O OCHOBaHMEM 014 Ha3Ha4YeHUA
KOHCYNbTauun reHeTuKa.

1.4. AHaMHe3 XXU3HHU

PebéHok oT | bepemeHHOCTH, | ponos Ha cpoke 38 Hepenb Bec npu poxgeHun - 3000 r., pocT - 51 c¢m,
oueHka no wkane Anrap 7/8 6annos. +

CemMenHbI aHaMHe3 He OTArOWEH HacneACTBEHHbIMY 3aboneBaHMAMIN. Bpak He poACTBEHHbIN.
PoonTenu monoabl n cHuTaloT cebsa 340POBbIMU, paHee y reHeTUKa He KOHCYIbTUPOBaINCh U He
obcneposanuch.

1.5. O0ObEeKTUBHbBIN CTATyC

Mpn ocmoTpe 0bHapy>XeHbl MMKPOAHOMaJIMN Pa3BUTUSA: HU3KO MOCa)KeHHbIe AedOPMNPOBaHHbIE
YLUHbIE PAKOBUWHbI, AJIMHHAasA CMUHKa HOCA, Y3KKe rasHble Wenu, AJIMHHbIE Nafblbl PYK, pacwennHa
MArkoro Héba. Cuctonmyeckui wym. LLlymHoe abixaHue. [onépxmBaeTcs nNpu cCoCaHUu.

1. AnarHos

Bonpoc 1.

B oaHHOW KANMHMYECKOW cuTyaumn cnegyeT npegnosaraTb, YTO aHOMa MK Pa3BUTUSA, BbIABJIEHHbIE Y
pebéHka, ABNAIOTCA CNepCcTBMUEM

1. TepaTOreHHoro BO34enNCTBuSA
2. MyTauum _de novo_
3. COYeTaHHOro AEenCTBMUSA HEU3BECTHbIX NMPUYUH

XPOMOCOMHOI NaToN0rnn

MpaBunbHLIK OTBET:

4 - XPOMOCOMHOM NMaTOJIOrUM

KommeHTapumn: OBHapy>XeHHble y pebéHKa OeheKT Mex »Kenya04KOBOW Neperopoakn u gedexkt
MexxnpeacepaHon neperoponky ABASIOTCA OAHVUMUN N3 CaMbIX YaCTbIX BPOXXAEHHbIX MOPOKOB CcepaLa,
Ha [0/10 KOTopbIX NpuxoanTtca Ao 35-40% cny4vaes BIC (28,1% v fo 10,3% cooTBeTCTBEHHO (MO
BepmaH E., BoraH B.K.,1993); no gpyrum gaHHbiM OMII cocTaBnseT okono 30% Bcex BPOXKAEHHbIX
MOpoKoOB cepAaua). +

Bpo>kaeHHble MOPOKK cepaLa BXOAAT B KOMMJIEKC BPOXKAEHHbIX MOPOKOB pPa3BMUTUSA NMpu 60AbWNHCTBE
hopM XPOMOCOMHbIX CUHAPOMOB. HYacToTa 1 CNeKTp ux BapmnabesnbHbl fa)ke B Npefenax 0gHon hopMbl
natonorun. +

CyMMapHas 4acToTa BbIIBJIEHNSA XPOMOCOMHbIX abeppaunin y >XNBOPOXKAEHHbIX MIageHLEB C
nopokamm cepaua BapbupyeT oT 5 0o 13 NnpoueHToB. +

MedikCase - FeHeTuKka medikcase.ru - 9



TakuM 06pa3oM, Hannyne NULEBbLIX MUKPOAHOMAINIA B COYETAHMM C BPOXKAEHHBIM MOPOKOM cepaLa U
pacLuennHon Héba No3BosIsieT NPeAnosioXNTb XPOMOCOMHYO MaToI0r Mo,

BHyTpeHHMe 6one3Hun: B 2-x ToMmax. Y4ebHuk Mopg pen. H.A. MyxuHa, B.C. Mouceesa, A.. MapTbIHOBa -
2010. - 1264 c.

(1)
(2)
KO.M. beno3epoB leTckasa Kapgunonorus. - M., - <MEnpecc-nHcpopm», 2004. - 598 c., cTp. 57-58

2. NnaH obcnepoBaHunA

Bonpoc 2.

Onsa cy>xeHns obbéMa AMarHoCTUYECKOro NOMCKa B AaHHOW KJIMHNYECKOW cuTyaummn Heobxoanmo
3anpocuTb pe3ysibTaTbl TAaKUX METOA0B KJINHNYECKON NnabopaToOpHOM U MHCTPYMEHTaJIbHOMN
ANArHOCTUKMN, KaK

Y31 6ptowHOM MONOCTU N NOYEK
9XO-KI

3. peHTreHorpadgusa rpyaHom KneTku
4. KINHWYECKUIN aHasm3 Mo4un
5. HeoOHaTaNbHbIN BUOXNMUNYECKUIA CKPUHUHT

BMOXMMUNYECKUIA aHann3 KpoBKu

MpaBunbHbIE OTBEThI:
1 - Y3U OploLuHOM NOJIOCTU M NOYeK

2 - 9XO-KI
6 - BMOXMMMUYECKUN aHAJIU3 KPOBMU

KommeHTapuun: Y pebéHka C MMKpPOaHOManMaMn pa3BuTua U BPOXXAEHHbLIM MOPOKOM cepaLia
nofo3peBaeTCs B MepPBYIO 04epeb XPOMOCOMHas NaToJIorns, KoTopas, Kak npasuso,
COMPOBOXAAETCHA HE TO/IbKO MHOXKECTBEHHbLIMU MUKPOAHOMaIMAMM, HO N MHOXKECTBEHHbIMU
NopoKamMm pasBUTUSA BHYTPEHHUX OPraHoB.

HacnencteBeHHble 60n1€3HM: HaLMOHaNbHOE PYKOBOACTBO / nog pen. akad. PAMH H.M. Bo4ykoBa, akag.
PAMH E.K. T'mHTepa, akag. PAMH B.IM. Ny3bipeBa. - M. : F'90TAP-Mepna, 2012. - 936 c. (FTnaea 22, cTp.
565, 568). ISBN 978-5-9704-2231-1

(1)

KoMmmeHTapumn: CornacHo aHaMHe3sy y pebéHka 6bis1 obHapy>KeH BPOXKAEHHbIN MOPOK cepaua. Ona
YTOYHEHMS TNa BPOXXAEHHOIO NMOPOKa cepaua Heobxoanmbl faHHble 9XO-KIT, npoBef&HHOMO 80

onepauun. Mpn HEKOTOPbLIX XPOMOCOMHbIX HapyLLUEHMNSAX MOXKHO BblAE/INTb ONpPenenéHHbIN CNeKTP
Hanbonee xapaKTepPHbIX BPOXXAEHHbIX MOPOKOB CepALa.

KO.M. beno3epoB leTckasa kKapgunonorus. - M., - «<MEnpecc-nHcpopm», 2004. - 598 c., cTp. 57-58

KommeHTapumn: Hanbonee 4acTbiMy CUHAPOMaMU COMPOBOXAAOLLMMUCHA BPOXKOEHHBIMN MOPOKaMU
cepaua asnawoTCa cuHapoMbl OayHa (1:500-700), cmHapom geneuunn 22q11.2 (1:4000) n cuHapom
Bunbsamca (1:7500 - 10000). MocnegHmne gBa CMHAPOMA XapaKTEPU3YIOTCA cneunpmnyecknm
HapyweHnem obMeHa Kanbuusa: Npu cMHgpomMme BunbsMca - runepkaabumneMus, npu CMHgpomMe
aeneuunn 22q11.2 (B T.4. cuHgpome Oun O>KOopO>Kun) - r’MNoKaabLUEMUS, HTO MOXKHO UCMOJIb30BaTh B
kKavecTBe AnddepeHUnasbHON ANarHoCTUKK. TakxKe HapylweHne obMeHa KanbLuns B COHETaHUM C
MUKPOAHOMAaINAMN N BPOXKXAEHHBIM MOPOKOM CepALA ABJIAETCA NOKa3aHWEM A8 UCKITIOYEHNS
COOTBETCTBYIOLLEro CUHAPOMa MONEKYIAPHO-UNTOreHeTUYEeCKUMN MeTo4aMu.

depepasibHble KIMHUYECKNE PEKOMEHAALMN MO ANarHOCTMKE 1 IeYeHnio cuHapomMa Bunbsamca, 2017,
anupgemunonorus, cTp. 3
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OEOEPANIbHBIE KITMHUYECKWE PEKOMEHOAUWW MO ONATHOCTUKE U JIEHEHUIO CUHOPOMA
BWJIBAMCA. 2017 r.

depepasibHble KIMHUYECKNE PEKOMEHAALMN MO ANarHOCTUKE 1 JIeYEeHNIO CUHAPOMa Aeneunn 22-n
XpomMocombl y geten, 2015 .

SEOEPANIbHBIE KNMNHNYECKWE PEKOMEHOALIMW no gnarHoCcTukKe 1 ie4eHUto cCMHgpoMa geneunn 22
N XpoMoCOMbl y geTel. ObwecTBeHHas opraHusauns HaunoHanbHoe o6 EeCcTBO AETCKUX
reMaTosioros, oHkosioros; ®roy «®HKL OOV um. OmuTtpusa Poradesa» MuHsgpasa Poccun, 2015r.

(1)

MpoeKT KNNHMYeCKnx pekoMmeHgaunn. CnHgpoM geneunmn 22 xpoMmocoMmsl (cuHapom Aum Meopra (Oun
Ixopaxxwu)), 2018r., cTp.10-11

KnnHnyeckne pekoMmeHpaumm MuHsgpasa Poccuun. CuHgpom geneymm 22 XpoOMoCoMbl (CMHgpom An
Meopra (On Oxopaxwu)), 2018 r.

(1)
KomMeHTapuu: MonynsaunoHHasa YyactoTa: 1:10000

Kosnosa C.U., lemnkoBa H.C. HacnenCcTBeHHbIE CUHOPOMbI 1 MEQUKO-FEHETUYECKOE
KOHCYJIbTUpOBaHMe: AT/ac-CpaBoOYHUK. 3-e u3a., nepepab. n AonosiH. M.:T-BO Hay4HbIX N3O0aHNN
KMK; ABTopckas akanemusn.2007. 448 c., 236 un. - c.54-55;

https://omim.org/clinicalSynopsis/194050
https://omim.org/clinicalSynopsis/188400

3. AAroputM MOJIEKYJIAPHO-reHeTU4Yeckoro oocnepoBaHua (AmMarHosa)

Bonpoc 3.

B nogobHbIX KNMHNYECKnX CNTyaunax gna NCKNn4YeHns XpOMOCOMHOIZ naToJziornn B NepByto o4epenb
Ha3Ha4aloT

1. cekBeHMpoOBaHMeE 3K30Ma

CTaHOapTHOE UNTOreHeTn4eCckoe nccsiegoesaHune

3. MHorouBeTHbIN FISH-aHann3 (mFISH)

4. CpaBHUTEJbHYIO FEHOMHYO rMbpnan3saunio

MpaBunbHLIK OTBET:
2 - CTaHpApTHOE LMTOreHeTu4YecKoe uccsenoBaHue

KOMMeHTapI/IVI: KnnHmnyeckme nokasaHusa Ana NnoCTHaTaJibHOro nccnenoBaHmMa KOHCTUTYTUBHOIO
KapuoTuna (nepudepunyeckasa KpoBb, pnbpobnacThl)

Y naumeHTa:

* MHO>KeCTBEHHbIe BPOXKAEHHbIE MOPOKN Pa3BUTUA

* MHO>KeCTBEHHble MMKPOaHOMasInn pa3BuUTunS

* HU3KMM BEC NPU POXKAEHNN

* YMCTBEHHas 0TCTaNoCTb, OTCTaBaHME B NCUXOMOTOPHOM pa3BUTUN

* Bblpa>KeHHble OTKJIOHEeHNA B poCTe (HU3KUIA POCT, BbICOKUN POCT) U pa3Mepax ronosbl
(Mnkpouedanus, makporedanms)

* OTCcTaBaHue B U3NYECKOM 1 NOJIOBOM pa3BUTUN

KysHeuoBa T.B., LLinnosa H.B., TBoporoea M.I'., Xap4yeHko T.B., Jlebenes W.H., AHTOHeHKO B.I".
MpakTnyeckme pekoMeHdaumm no obecrnevyeHuno KayecTBa U HAAEXXHOCTU LUTOreHEeTUYECKUX
nccnenoBaHun. MeanunHckaa reHetuka 2019; 18(5): 3-27 (cTp. 23).

KoMMeHTapuu: ...0OCHOBHbIe NMOoKa3aHuA O NpoBeaeHNs LUNTOreHeTUYEeCKON ANArHOCTUKM. ........
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* CywectBoBaHMe y pebéHKa MHOXKECTBEHHbIX BPOXKAEHHbIX MOPOKOB Pa3BUTUS.
* 3apep>Xka YMCTBEHHOro 1 hmanyeckoro pa3sutusa pebeHka;
* MNofo3peHre Ha XPOMOCOMHYIO 60/1€3Hb Ha OCHOBaHUN KJIMHNYECKUX CUMIMTTOMOB.

HacnencrteeHHble 60N1€3HM: HaLMOHaIbHOE PYKOBOACTBO / nod pend. akaa. PAMH H.M. boykoBa, akag.
PAMH E.K. T'mHTepa, akag. PAMH B.I1. MNy3bipeBa. - M. : T'90TAP-Mepna, 2012. - 936 c. (Tnasa 17. cTp.
453). ISBN 978-5-9704-2231-1

(1)

4. InarHos

Bonpoc 4.

Ha ocHoBe gaHHbIX 06BEKTMBHOIrO CTaTyCa U pe3ysibTaToB NpoBeaéHHOro obcnenoBaHNs MOXXHO
coenaTb BbIBOL, YTO

1. MoHOreHHas sTnosiorngd nogTeep>XxneHa
2. MynbTudakTopmnasibHas 3TUOJI0rua NoATBEPXKAEeHa
3. XPOMOCOMHaA 3TNOJIOrna NCKr4eHa

XpPOMOCOMHadA 3Tnonorna He NCKJIlo4eHa

MpaBunbHLIK OTBET:

4 - XPOMOCOMHaA 3TUOJIONMA He UCKJTIDYEeHa

KommeHTapumn: CTaHOapTHOE UMTOreHeTU4YeCcKoe nccaenoBaHue obecnedvBaeT 3HEKTUBHYIO
OVNarHOCTUKY YUCJI0BbIX aHOMaIMn XPOMOCOM U psfa CTPYKTYPHbIX abeppauunin. OOHaKO MeTOA He
MO3BOISET ONMpeaenaTb MPONCXOXKAEHNE MAPKEPHbIX U CBEPXYNCIEHHBLIX XPOMOCOM B KapuoTune,
NOEHTNPNUNPOBATbL CJIOXKHbIE XPOMOCOMHbIE TPAHC/I0OKaLUK, @ TakXe ANarHoCTUPOBaTh
MUKPOLESIELNOHHbIE U MUKPOAYMIMKALMOHHbIE CMHAPOMBI. 9TO 06yC/I0BIEHO pa3peLuatoen
BO3MO>XHOCTbIO CBETOBOW MUKPOCKOMUUN: CTaHAAPTHOE LLUTOreHeTUYeCKoe nccsiefoBaHne no3eosseT
npoeHTngnumposatb 250-400 cermeHToB (63HA0B) Ha ranoNAHbLIA reHoM. CooTBEeTCTBEHHO 1 63HA
BKJ/t0YaeT 5-10 MSH.MN.0., @ MUKPOAENELNOHHbIE N MUKPOOYMINKALMOHHbIE CUHAPOMBI KaK NpaBusio
obycnoBneHbl geneunen/gynankaumen pasMmep KOTopon MeHee 5 MAH.M.o.

HacnencteeHHble 601€3HM: HaLMOHalbHOE PYKOBOACTBO / noA pefd. akaa. PAMH H.M. BoykoBa, akag.
PAMH E.K. T'mHTepa, akaa. PAMH B.I. MNy3bipeBa. - M. : T'30TAP-Megwa, 2012. - 936 c. (Tnasa 17, cTp.
458, 568). ISBN 978-5-9704-2231-1

(1)

5. AIropuTM MOJIEKYJISIPHO-reHeTu4eckoro obcnepoBaHusa (ouMarHosa)

Bonpoc 5.

Ha cnepytrowem 3Tane AnarHOCTMYECKOro noncka Hanbonee uenecoobpasHo Ha3HaYUTb
1. MHOrouBeTHOe cerMeHTMpoOBaHMe xpoMocom (MBAND)

2. cnekTpasibHOe KapuoTunmposaHue (SKY)

3. CeKBeHMpOBaHMe 3K30Ma

XPOMOCOMHbI MUKPOMaTPUYHLIN aHann3 (array-CGH)

MpaBunbHbLIA OTBET:

4 - XpPOMOCOMHbIA MUKpPOMaTpPM4HbIA aHanus3 (array-CGH)

KoMMeHTapumn: XpoMOCOMHas 3TUOMOrNS psda AUMCMOPMUYECKMX HAPYLLEHWA U MOPOKOB Pa3BUTUS
CBsI3aHa CO CKPbITbIMU XPOMOCOMHBLIMMW MEPECTPONKaMU, Harnpumep, ¢ CybXpoMOCOMHbLIMUK Aeneumnamu,
KoTopble 06bIYHO He 0BHapPY>XMBAOT MPU CTaHOAAPTHOM LMTOrEHETUYECKOM NCCeoBaHumK. Bce aTn
TUMbl XPOMOCOMHbIX abeppaunii MOXKHO AMarHoCTMPOBaTb Npu ncnosb3oBaHun CGH, ocobeHHo Ha
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naaTgopMme MUKPO4UTOB.

HacnencrteBeHHble 60N1€3HM: HaLMOHaIbHOE PYKOBOACTBO / nof pen. akad. PAMH H.M. boykoBa, akag.
PAMH E.K. T'mHTepa, akag. PAMH B.T1. lNy3bipeBa. - M. : T'90TAP-Meguna, 2012. - 936 c. (FTnhasa 17, cTp.
474). ISBN 978-5-9704-2231-1

(1)

Bonpoc 6.

YunTbiBaa pesynbTaTbl NpoBeAEHHOro o6cnefoBaHNS N XapaKTep HapyLeHUin, obHapyXeHHbIX y
pebéHka, Hanbonee oXxmgaembiM pe3ysibTaTOM XPOMOCOMHOMO MUKPOMaTPUYHOrO aHann3a sBaseTcs

arr[hg19] 22g11.21q11.21(18894865-21808980)x1

2. arr[hgl9] 22911.21911.21(18894865-21808980)x3
3. arr[hgl9] 7911.23911.23(72744454-74142513)x1

4. HecbanaHCMPOBaAHHbLIE XPOMOCOMHbIE MEPECTPONKN He 0OHapy>KEeHbI

MpaBunbHLIK OTBET:

1 - arr[hg19] 22q11.21g11.21(18894865-21808980)x1

KommeHTapuu: Hanbonee 4acTbiMu CUHAPOMaMU COMPOBOXKAAOLWMMUNCA BPOXKAEHHBIMU MOPOKaMK
cepaua ABnsaoTCa cuHapoMmbl OayHa (1:500-700), cnHapom geneuunn 22q11.2 (1:4000) n cuHapom
Bunbsamca (1:7500 - 10000). CoyeTaHMe BPOXXAEHHOIO MOPOKa cepAua C XapaKTepPHbIMU
MUKPOAHOMaMSMN N aHOMaNNSAMN Pa3BUTUA UHbBIX OPraHOB U CUCTEM SIBJISIETCA MOKa3aHWeM ans
WNCKJIIOYEHNA COOTBETCTBYIOLEro CUHAPOMA MOJIEKYIAPHO-LUNTOreHETUYECKNMIM MeTOAAMU.

depepasibHble KIMHUYECKNE PEKOMEHAALMN MO ANAarHOCTMKE 1 IeYeHnio cuHapomMa Bunbsamca, 2017,
anupgemunonorus, cTp. 3

OEOEPAJIbBHBIE KITMHUYECKNE PEKOMEHOAUWW MO ONATHOCTUKE U JIEHEHUIO CUHOPOMA
BUIbAMCA. 2017 r.

depnepanbHble KIMHUYECKNe peKOMeHAaL MM N0 OUArHOCTUKE U NIeHEHUIO CMHAPOMa Aeneunmn 22-in
XpoOMOCOMbI y feten, 2015 r.

OEOEPANIbHBIE KNMNHNYECKWE PEKOMEHLOALIMW no gnarHOCTUKE 1 JieHeHUto CUMHApoMa geneunn 22
N XpoMocoMbl y geTen. ObecTBeHHas opraHusaumnsa HaymoHanbHoe o6LecTBO AETCKUX
remMaTosioroB, oHKosioros; ®rbY «®HKL, AMON nm. OmnTtpunsa Poradesa» MuHsgpasa Poccuun, 2015r.

(1)

MpoeKT KNMHNYeCKnx pekomeHgauunin. CUHOPOM geneunn 22 XpoMocoMbl (cuHagpom Ou Meopra (On
Oxopaxwu)), 2018r., cTp.10-11

KnnHnyeckne pekoMmeHpaumm MuHsapasa Poccuun. CuHOpom geneymm 22 XpoOMoCoMbl (CMHapoM Au
Feopra (On Oxxopaxxwn)), 2018 r.

Kosnosa C.W., JemukoBa H.C. HacnencrtBeHHble CUHOPOMbI 1 MEANKO-TreHeTn4yeckoe
KOHCYJ/IbTUpOBaHMe: ATnac-CripaBoOYHUK. 3-e u3a., nepepab. n gonosiH. M.:T-BO HayYHbIX N30aHNN
KMK; ABTopcKkas akanemunsa.2007, 448 c., 236 un. - ¢.54-55;

https://omim.org/clinicalSynopsis/194050
https://omim.org/clinicalSynopsis/188400

KommeHTapuu: ¥ 85-90% npoueHToB 60/1bHbIX C CUHAPOMOM geneuunn 22ql1.2 BbIABAAIOT Aeneumto
MPOTAXXEHHOCTLIO 0Koo 3Mb; y 8% - 1,5 M6, y 2% - 2 Mb.

depepasibHble KIMHUYECKNE PEKOMEHAALNN MO ANarHOCTMKE 1 JIeYeHNIo CMHAPOMa Aeneunn 22-in
XpoMmocombl y aeten, 2015 r.

OENEPANIbHBIE KTMHNYECKUE PEKOMEHLOALWW no anarHOCTUKE 1 NevYeHuto CMHapomMa geneuynm 22
N XpOMOCOMbI y aeTen. ObuecTBeHHas opraHusaunsa HaumoHanbHoe o6 EeCTBO AETCKUX
reMaTosioros, oHkosioros; ®roy «®HKLU OOV vm. OmnTtpusa Poradesa» MuHsgpasa Poccun, 2015r.
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(2)
https://omim.org/entry/188400

Emanuel, B.S. Molecular mechanisms and diagnosis of chromosome 22q11.2 rearrangements /B.S.
Emanuel // Dev. Disabil. Res. Rev. - 2008. - Vol. 14(1). - P. 11-18

MpoeKT KNNHMYeCcKnx pekoMmeHgaunn. CnHApoM geneunn 22 xpoMmocoMmsl (cuHapom Ou Meopra (Oun
O>xopaxwu)), 2018r., cTp.8

KnnHnyeckune pekoMmeHpaumm MmnHsgpasa Poccuun. CuHapom geneymm 22 XpoMoCoMbl (CnHgpom u
leopra (On Oxxopaxwu)), 2018 r.

(1)

HacnencteBeHHble 60n1€3HM: HaLMOHaNbHOE PYKOBOACTBO / noA pend. akaa. PAMH H.M. bBo4ykoBa, akag.
PAMH E.K. F'mHTepa, akaa. PAMH B.IM. MNy3bipeBa. - M. : T30TAP-Megua, 2012. - 936 c. (FTnhasa 17, puc.
22-35). ISBN 978-5-9704-2231-1

(1)

Bonpoc 7.

B pe3synbTaTe XpOMOCOMHOr0 MUKPOMaTPUYHOIrO aHanns3a HeC6aJ'IaHCI/IpOBaHHbIe XPOMOCOMHbIE
HapyLlleHnAa He BbidBJ1€HbI, HTO NMO3BOJIAET COeNaTb BbiBOO O

1. HeobxoammocTn obcnenoBaHMA METOLOM MOJIHOSK30OMHOIO CeKBeHMpPOBaHUA
2. HeLI,EJ'IECOO6pa3HOCTVI npoaoJIKeHnaA hanbHenwero obcnenoBaHUs

3. Heob6xoAMMOCTU NOATBEPXKAEHUS Pe3y/IbTAaTOB XPOMOCOMHOI0 MUKPOMAaTPMUYHOIr0 aHanim3a ¢
nokyc-crneundpunyecknmm OHK-3o0HgamMn Ha pernoHsl 22q11.2, 7q11.23, 10pl3-pl4, 11g23-ter,
11pl3, 4921

HeobxoaMMOCTN nccaefoBaHMs NocaenoBaTeNbHOCTN reHa TBX 1 mMeTOLOM MpsAMOro
cekBeHupoBaHua no CeHrepy

MpaBunbHLIK OTBET:

4 - Heo6X0AMMOCTHM UCC/Ief0BaHUA NocJsiegoBaTesibHOCTU reHa _TBX_ 1 Mmetopom
npsiMoro ceKkBeHuposaHus no CeHrepy

KoMmmMeHTapuu:

F’en TBX_ 1 (a MMeHHO ero ramnjioHefoCTaTOYHOCTb) UFPAeT OCHOBHYIO POJib B (HOPMUPOBAHUN
eHoTMNa NauneHToB C CMHOPOMOM feneuunn 21ql1.2.

MayneHTaM C oTpuLaTeNbHbIM Pe3ybTaToOM MpPU UCMONAb30BaHNKM MeToaoB FISH-rmbpuansaunm,
XPOMOCOMHOI0 MMKPOMATPUYHOro aHanusa (XMA) nnum cpaBHUTENIbHON FreHOMHOW rMbpunansaunm
(aCGH) c uenbto BepupmKaLmnm reHeTU4eCKoro gedeKkTa nokasaHo ucciaegoBaHmne
rnocnepgosaTesibHOCTU reHa TBX 1 MeToOOM MPsAMOro cekseHupoBaHus rno CeHrepy.

eH BK/OYaeT 13 3KOHOB, 4YTO MO3BOJISIET €ro UccaenoBaTb Kak METOA0M MPSAMOro CEKBEHNPOBAHUS
rno CeHrepy C Lesblo Noncka TOYKOBbIX MyTaL Wi, Tak 1 MeToaoM MLPA c uenbio Noncka aeneunin n
OYNJNKaLuni B 3TOM reHe.

depnepasnbHble KIMHUYECKNE PEKOMEHAALIMN N0 ONArHOCTUKE U NIeYEHUIO CMHAPOMa Aeneunmn 22-n
XpOMOCOMbI y neTen, 2015 r.

OENEPANIbHBIE KTMHNYECKWUE PEKOMEHOALUWW no anarHOCTUKE 1 NevyeHuto cMHapoma geneuymm 22
N XpoMoCOMbl y feTen. ObuwecTBeHHas opraHusaunsa HaymoHanbHoe 06eCcTBO AETCKUX
remMaTosioroB, oHKosioros; ®rbyY «®HKL, ATON nm. OmnTtpunsa Poradesa» MuHsgpasa Poccun, 2015r.

(1)

MpoeKT KNMHNYeCKNX pekoMmeHgaunin. CUHOPOM feneumnn 22 XpoMocoMbl (cuHagpom Ou Meopra (Oun
I>xopaxwu)), 2018r., cTp.16

KnnHundeckne pekomeHgaumm MmnHsgpasa Poccun. CuHOpoM geneunn 22 XpoMoCoMsbl (CMHApOM On
leopra (On Oxxopaxwu)), 2018 r.
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(1)
https://omim.org/entry/188400

6. lmarHos

Bonpoc 8.

B pe3synbTaTe cekBeHMpoBaHusA reHa TBX 1 y pebéHka obHapy>xeHa paHee onncaHHas
naTtoreHHasa myTaumnsa c.1223delC(p.Ser408fs), 4yTo no3BonseTr

1. VCKAYUTbL AMarHo3 CUHAPOM Aeneuunn 22q11.2
2. MOCTaBUTb AMArHO3 CMHAPOM Aynankauum 22q11.2

MoCTaBUTb AMarHo3 CUHAPOM geneumn 22qll.2

4. nocCcTasuUTb AMarHo3 cuHapom geneumn 79q11.23

MpaBunbHLIK OTBET:
3 - NOCTaBUTb AMarHo3 CUHAPOM aeneuun 22qg11.2

KomMmeHTapuun:

N’eH TBX 1 (a MMeHHO ero ranJioHeLO0CTaTO4YHOCTb) UFPaeT OCHOBHYIO POJib B hOPMUPOBAHUN
eHoTMNa NauMeHTOB C CUHOPOMOM fesnieunn 21911.2.

MauymeHTaM Cc oTpuLaTenbHbIM pe3ynbTaToM NMpu UCMOoAb30BaHNKM MeToaoB FISH-rnbpuansauum,
XPOMOCOMHOI0 MUKPOMATPUYHOIro aHanusa (XMA) nnm cpaBHUTENbHON reHOMHON rubpunansaunm
(aCGH) c uenbto BepnmnKkaumum reHeTU4eCcKoro gedekra nokasaHo nccriefoBaHue
rnocnenosaTesibHOCTM reHa _TBX 1 meTonoM npsiMoro cekseHmpoBaHma no CeHrepy.

eH BK/OYaeT 13 3KOHOB, 4YTO NMO3BOJISIET €ro ucciefosaTb Kak MeToA40M MPAMOro CEKBEHNPOBaAHUA
rno CeHrepy € Lefiblo MONCKa TOYKOBbIX MyTauun, Tak 1 metoaom MLPA c uenbio moncka geneuunin mn
AynavKauuin B 3TOM reHe.

depepasibHble KIMHUYECKNE PEKOMEHAALMN MO ANarHOCTMKE 1 JIeYEeHNIO CUHAPOMa Aeneunn 22-n
XpOMOCOMbI y feTen, 2015 r.

OEOEPANIbHBIE KNMNHNYECKWE PEKOMEHOALIMW no gnarHoCTUKe 1 Jie4eHuto cCMHgpoMa geneunn 22
N XpoMoCOMbl y geTel. ObwecTBeHHas opraHusauns HaunoHanbHoe o6 eCcTBO AETCKUX
remMaTosioros, oHkosioros; ®IrbY «®HKL, AMON nm. OmuTtpna Poravesa» MuHsgpasa Poccun, 2015r.

(1)

MpoeKT KANHNYEeCKNX pekoMeHgauunin. CUHAPOM aeneunmn 22 Xxpomocomsl (cnHgpom Aun Meopra (Ou
Oxopaxxwu)), 2018r., cTp.16

KnnHundeckne pekoMmeHgaumm MuHsgpasa Poccun. CuHOpOM geneunn 22 XpoMoCoMbl (CMHApOM On
Meopra (On Oxopaxwu)), 2018 r.

(1)
(2)
https://omim.org/entry/188400

7. NpodmnakTuka (MeanKo-reHeTU4eCcKoe KOHCYJIbTUPOBaHUue)

Bonpoc 9.

Ina oueHkn pucka poxxaeHns 6onbHoro pebénka c cMHApPOMOM geneunn 22gl1.2 B faHHOM ceMbe
nposoanTb obcnepgosaHne oboux pogutenen

1. noka3aHO TOJIbKO NPU BO3SHUKHOBEHUN MOBTOPHOIO C/lydas poXKaeHust pebéHka ¢ CUMHOPOMOM
neneunn 22qll.2

Heobxogmmo meTonom CeHrepa
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3. HeuenecoobpasHo, Tak KaK CJsly4an Ccriopagnyeckui

4. noka3aHOo TOJIbKO NpW Han4ymm MeHoTUNMYeCcKnxX Npmu3Hakos cCMHApoMa ageneunn 22q11.2

MpaBunbHbIA OTBET:
2 - Heobxoaumo MmeTtoaom CeHrepa

KoMMeHTapuu: Y4nTbiBas, 4TO NPOSABJIEHNSA CMHAPOMa MUKpoaeneumn 22q11.2 obycnosneHo
ranjoHefoCTaTOYHOCTbIO reHa TBX 1 , ayTOCOMHO-OOMUHAHTHOE HacnenoBaHMe COCTOAHUN,
06ycnoBneHHbIX MyTauMaMn B 3TOM FreHe, U 3Ha4YUTENIbHbIA BHYTPUCEMENHBIN KINHUYECKNN
nosIMMop@dn3M 3TOro CUHAPOMa, C LeJsiblo MOATBEePXKAEHNSA MaTOreHHOCTU MyTauun N YyCTaHOBJIEHUS
€€ NponCxXoXXaeHnsa AN nocsenyLwen OLueHKN FreHeTUYeCKoro pUCKa B CeEMbe PpeKOMeHayeTCs
obcnenoBaHue obonx poautenen pebéHka c cmHgpoMmom geneunn 22q11.2.

MpoeKT KNMHNYeCKNx pekoMmeHgaunin. CUHOPOM feneumnn 22 XpoMocoMbl (cuHgpom Ou Meopra (Oun
Oxopaxu)), 2018r., cTp.8

KnnHundeckne pekomeHgaumm MmnHsgpasa Poccun. CuHOpOM geneunn 22 XpoMoCoMbl (CMHApOM On
Feopra (On Oxxopaxxun)), 2018 r.

(1)

CtaTbsa: AHTOHeHKo B.I., KoTnykosa H.l1., Ko3noea H0.0., 3onoTyxunHa T.B.. PekoMmeHpauunm no
BbISIBJIEHUIO U BEAEHUIO MaLUeHTOB C CUHOPOMOM fesieunn 22q11.2. Nepuatpua. 2015; 94 4.-C. 63-68.

https://pediatriajournal.ru/files/upload/mags/347/2015_4 4356.pdf

Bonpoc 10.

B pe3ynbTaTe obcneposaHnsa poantenen metonom CeHrepa y maTtepu pebéHka obHapyxeHa myTaums
BreHe TBX 1 c.1223delC(p.Ser408fs), 4To No3BosseT OLEHUTb PUCK NMOBTOPHOr0O ciy4yas

poxaeHusa pebéHka c cmHapomom geneunn 22qll.2 paBHbIM MpoLEeHTOB
1. 25
50
3. 5
4. 15

MpaBubHbIA OTBET:
2-50

KoMMeHTapuu: Y4nTbiBas, 4TO NPOSABJIEHMSA CMHAPOMa MUKpogaeneunn 22q11.2 obycnoBneHo
ransioHefoCTaTOYMHOCTb0 reHa TBX 1, 1 ayTOCOMHO-AOMUHAHTHOE HacsiefoBaHUe COCTOSAHUN,
00yCNOBNEHHBLIX MyTaLUSMUN B 3TOM Ir'eHe, PUCK poXkaeHns 6onbHOro pebéHka C CMHAPOMOM feneunu
22q11.2 cocTtasnset 50%.

AHTOHeHKo B.I"., KoTnykosa H.l1., Ko3nosa H0.0., 3onoTyxuHa T.B.. PekomeHaaunm no BbISBJIEHNIO U
BeEeHUI0 NaLneHToB C CMHAPOMOM Aeneuunn 22911.2. NepgnaTtpusa. 2015; 94 4.-C. 63-68.

https://omim.org/entry/188400

depepasibHble KIIMHNYECKMe peKOMeH4aumMnM No ANarHoCTUKe U JIeHeHUo CMHAPOMa aeneumn 22-i
XpPOMOCOMbI Yy peTen, 2015 r.

OENEPAJIbHBIE KTMHWYECKUE PEKOMEHOALUWW no anarHOCTUKE 1 NevYeHuto CMHApoMa geneuymm 22
N XpoMoCOMbl y geTen. ObuwecTBeHHas opraHusaunsa HaunmoHanbHoe o6WeCcTBO AETCKUX
remMaTosioros, oHKosioroB; ®IrbY «®HKL, ATON nm. OMmnTtpnsa Poradesa» MuHsgpasa Poccun, 2015r.

(1)

MpoeKT KNNHMUYeCcKnx pekoMmeHgauun. CnHapoM geneunm 22 xpoMmocoMmsl (cuHapom v Meopra (Oun
O>xopaxxwu)), 2018r., cTp.22

KnnHnyeckune pekoMmeHpaumm MmnHsgpasa Poccuun. CuHgpom geneymm 22 XpoMoCoMbl (cnHgpom n
leopra (On O>xopaxwn)), 2018 r.
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(1)

KoMMeHTapwuii: MNpu ayTOCOMHO-AOMWHAHTHOM TUMe HacsieAoBaHMs 60e3Hb pa3BMBaeTCs Nnpu
Ha YN MyTaLINA B FeTEePO- M FOMO3MIOTHOM COCTOSIHUN. B COOTBETCTBUM C 3TUM Y NOPaXKEHHOTO
pPOONTENSA-reTepPo3nUroThl PUCK poXKAeHMs 6onbHOro pebéHka coctaBnseT 50%, ......

FeHeTuKa. Y4ebHuk onsa sysos/loa pen. akagem. PAMH B.WN. MBaHoBa. - M.: KL, «AkageMKHUra»,
2006,2007 - 639 c.:un.; cTp. 442, 585

Bonpoc 11.

B kavecTBe NpornakTUKM pucka noBTOPHOIro poxaeHus 6onbHoro pebeHka B o6cnenoBaHHOM ceMbe
npu HacTynneHnn 6epeMeHHOCTN MOXXHO PeKOMeHA0BaTb NPenMnaaHTauMoHHOe reHeTuyeckoe
TecTupoBaHMe Ha Hain4me myTtaumm B reHe _TBX_ 1 1 XPOMOCOMHbIE aHOManUu Uimn

1. HenHBa3MBHOe NpeHaTajibHOe TeCcTUpoBaHue niaoaa

2. BCMoOMoOraTesibHble PENPOAYKTMBHbIE TEXHONOIUK (3KCTPakopnopaibHoe ONJ0A0TBOPEHME CO
cnepmaTo3oMaamMu OHOopa)

3. BMOXUMMYECKUN N YNbTPa3BYKOBOW CKPUHUHI B NEPBOM TPMMECTPE U, TOJIbKO B C/lyyae
obHapy>XeHns MapképoB XPOMOCOMHOWM NaTONOrnK N104a, MHBA3MBHYIO NPeHaTaslbHYIo
AVAarHOCTUKY Ha Hasin4me myTauumm B reHe _TBX_ 1

BUOXNMUNYECKNA N YNbTPa3BYKOBON CKPUHWUHI B MEPBOM TPUMECTPE N MHBA3UBHYIO
npeHaTasibHYl0 ANAarHOCTUKY Ha Haanyne MmyTauum B reHe TBX 1 1 YacTble XpPOMOCOMHbIE
aHoOManum

MpaBunbHbIA OTBET:
4 - DUOXMMMNYECKUA U YJIbTPA3BYKOBOU CKPUHUHI B NEPBOM TPMMECTPE U UHBA3UBHYIO

npeHaTasZibHYl0 AUAarHOCTUKY Ha HaJimume MyTauum B reHe TBX 1 u yacTtbie
XPOMOCOMHbIE AaHOMaJIuMU

KommeHTapuun: ObHapyxeHue y maTepu pebéHka MmyTaumna B reHe TBX_ 1 , aHanornyHom
obHapy>xeHHON MyTaunm y pebéHka, n puck poxxaeHusa pebéHka ¢ cmHapoMom geneunn 22g11.2 50%
(BbICOKWNIN) ABNASAOTCA MOKa3aHMEM K MPOBEAEHNIO NHBA3MBHOW NpPeHaTaIbHOW ANArHOCTUKN,

KoMmmMeHTapuu:

MpeHaTanbHas (LOPOAOBast) AMArHOCTMKA SIBJISETCS MO CYTU YacTbio TPETbEro sTana
MeANKO-FrEHETUYECKOr0 KOHCYIbTUPOBAaHNS U He siBnseTcs obs3aTenbHON; NnpeacTaBaseT coboin ogmH
N3 OCHOBHbIX MOAXO0A0B, MO3BOJISOWMX BbIABUTb FTEHOTUMbI, ONPeaesisioLle BbICOKUIA PUCK Pa3BUTUS
3aboneBaHus y bynyuiero pebéHka, 1 BKJIIOYaET KOMMIEKC MeponpuUsaTUiA, HanpaBJJIEHHbIX Ha
npenoTBpalleHmne nosasreHns 6o01bHOro pebéHka B CeMbE.

leHeTuka. Y4ebHuk ons sy3os/lon pen. akagem. PAMH B.W. NBaHoBa. - M.: UKL, «AKageMKHUra»,
2006,2007 - 639 c.:un., cTp. 573 - 574

KomMmeHTapuun:

MpevMnaaHTaUNOHHAA [MarHOCTUKA ABASETCSA BTOPbIM MOAXOA0M, MO3BOASAIOWMM BbIABUTH
reHoTuNbl, onpefensiowme BbiICOKUA pUcK passntua 3abonesaHnsa y dbyayuiero pebéHka.

npeVIMyLLI,ECTBOM ABNAETCA OTCYTCTBUE He06XO,D,I/IMOCTVI NCKYCCTBEHHOIO npepbiBaHUA GepEMeHHOCTI/I
npu obHapy>xeHUn HacenCTBEHHOW NATONOrMn y sM6bpnoHa.

FeHeTuka. Y4yebHuk onsa sysos/lNog pen. akagem. PAMH B.W. NiBaHoBa. - M.: UKL, «xAKkageMKHUra»,
2006,2007 - 639 c.:un., cTp. 573 - 577

KoMMeHTapumn: BUOXUMnYecknin n ynbTpasByKOBOW CKPUHUHT B | TpuMecTpe (NpeHaTasnbHbI
CKPVHUHI BepeMeHHbIX | TpMecTpa), YbTPa3ByKOBOW CKPUHUHT BO |l TpUMecTpe - SBAS0TCS
06s13aTeNbHbIMU AJ15 KaXXKA0W »XXEHLWMHbI MPX HacTynieHun 6epeMeHHOCTMW.

MPNKA3 oT 20 okTs6psa 2020 roga N 1130H O6 yTBepxaeHuu Nopsiika oka3aHUs MeauLMHCKON
rnoMoLLK Mo Npouo "akyLlepcTBo U rmMHeKosorma"
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8. BapuaTtus

Bonpoc 12.

Ta>Kenbl BPOXXAEHHbIN UMMYHOAEeUUNT, TPpebyoLWnin cneymnanbHOro Je4eHns, BCTpe4YaeTCcss MeHee
yem y npoueHTa/nNpoueHToB B60NbHbBIX C CMHAPOMOM Aeneunn 22ql1.2

1. 10

2. 5

3. 15
1

MpaBusbHbIA OTBET:
4-1

KoMmMeHTapuun: Jluuesble aHoOMannum B TOM UKW MHOW CTEMNEHU BbIPa>XEHHOCTU BbISABAOTCA
nMpakTUYecKn y BCeX NaLMeHTOB, PYHKLMOHanbHas HebHaa HeJoCTaTOYHOCTbL, 00yCoBAMBatoWas
HOCOBOW OTTEHOK rosioca - y 6onee 4yem 90% naumeHTOB (N0 HEKOTOPLIM ApPYyruM aBTopaM bonee
70%), Torga kak BIC BcTpeydatoTca y 75-80% npoLeHTOB NauUNeHTOB, @ OCTajlbHble HapyLUeHUs C
yactoTonm B AnanasoHe 1 - 30 - 40% (Ta>XEénbln UMMHOAeUUNT - 1% cnyydaes, rmnepTnpeongnsm He
6onee 5%, runokanbuMemMmns Kak NpaBmnno HabngaeTca B HEOHaTalbLHOM nepuoae).

AHTOHeHKo B.I'., KoTnykosa H.I1., Ko3nosa t0.0., 30n0TyxmnHa T.B.. PekoMmeHOaunmM No BbISBIEHUIO U
BEOEHMIO0 NaLlMEHTOB C CMHAPOMOM geneuunn 22ql1.2. NegnaTtpusa. 2015; 94 4.-C. 63-68 (cTp.64).

Monteiro F.P. et al. Defining new guidelines for screening the 22q11.2 deletion based on a clinical and
dysmorphologic evaluation of 194 individuals and review of the literature. Eur. J. Pediatr. 2013; 172 (7):
927-945.

https://omim.org/entry/188400
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