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MaTepuanbl npeaHa3Ha4dYeHbl Ana UcToyHUK MmaTepuasos — ®PM3A
OAHoro rIOKynaTenﬂ BOﬂpOCbI N CNTYyaUMOHHbIe 3a4a4K NoJly4eHbl TOJIbKO
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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 >
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CutyauuoHHas 3apaya 0001
O6pa3oBaHue: Bbicliee obpa3zoBaHue | CneunanbHOCTb: FeHeTrKa
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 )XU3HHU

Manb4ynk oT 2 6epeMeHHOCTN, POAUJICSA B CPOK, Npu poxaeHun 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 roJsioBbl 52 cm (6bonee 97
ueHTens). 'pybbie YyepThbl MMUa (LWLMPOKasa MepeHoCcuUa, rMnonaasnsa cpegHen TpeTun amua, nyxsble
ry6bl, MPUOTKPLITLIN POT, MaKpPOrI0CCKSA), TYFrONOABUXXHOCTb U KOHTPAKTYPbl JIOKTEBbIX U KOJIEHHbIX
CyCTaBOB, YBEJINYEHME PAa3MePOB XXNBOTa, MynoyHasa rpbika, yBesamdeHune nevyenn ({plus}3 cm us noa
Kpas pebepHon oyru), AByCTOPOHHSS MaxoBas rpbixka.

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

MpaBunbHbLIK OTBET: 4 — MYKONOJIMCaXapuao3oB

KomMeHTapumn: CoveTaHne KIMHNYECKNX NPOABAEHNN B BuAe rpybbix 4epT Avua, TYronoaBuUXKHOCTHU
CYCTaBOB, 3a[lePXXKN POCTa, MaKpPOKpPaHUM, MOMYTHEHMS POrOBULLbI, FTPbIXK MO3BONAET Bpayy
NpPeanoslIoKUTb MYKOMOJMCaxapunao3 1 SBNSeTCA OCHOBaHMEM ANA AanbHenwero obcnenoBaHus.
MeToOunyeckme peKoMeHOaunm rno paHHem guarHoCcTuKe Mykonosamcaapaosos, 2019r. (cTp. 10-11)

KoMMeHTapun: OCHOBHbIE KJIMHUYECKUE NposBfieHNs: rpybble 4epThbl NLA, YMCTBEHHAs 0TCTal0CTh,
NMOMYTHEHMNE POroBuLbl, TYronoaBMXHOCTbL CycTaBoB [1-3].

KnunHunyeckue pekomeHgauum. Mykornosvcaxapunos | Tuna y geTen.
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(1)

2. MnaH obcnepoBaHus

Bonpoc 2.

Insa yTo4yHeHnsa amnarHosa, nepsbiM 3Tanom, Hanbonee LenecoobpasHo NpoBecTyr

1. kKapuoTunupoBaHune

2. uccsiegoBaHUe CrekTpa aMMHOKKUCIIOT MOYX MeTOA0M XpoMaTorpadum

3. uccnenoBaHWe 3KCKpeuunm mean ¢ Mo4on

@ nccnenoBaHme akTUBHOCTM JIMO30COMHbIX (hepMeHTOB (rnaposas)

@ nccsiegoBaHUe 3KCKpeLnn rinkKo3aMmHOMIMKOHOB (AepMaTaHcynbdaTa 1 renapaHcynbdaTa) ¢
MOYOM

6. nccnenoBaHUE XKENYHbIX KUCOT MOYN

MpaBunbHblie OTBETbI: 4 — UCCJ/Ieg0BaHUEe aKTUBHOCTMU JINO3O0COMHbDIX CbepMEHTOB

(rupponas); 5 — nccnepoBaHMe 3KCKpPeL UM MNMKO3aMMHOIJIMKOHOB (aepMmaTaHcynbgaTta
M renapaHcynb@ara) c MOYOH

KoMMeHTapun: nokasaTenn akTUBHOCTY (PepMEHTOB JIN30COM ABSAOTCA OCHOBHbIMU slabopaTopHbIMU
Kputepuamu MIMC. Y nauneHToB ¢ MINC | Tnna onpenensetca CHUXEeHNe akTUBHOCTH
anba-L-nagypoHnpasol.

KnunHunyeckue pekomeHgauum. Mykonosvcaxapunos | Tuna y geTen.

(1)

KommeHTapuu: NaymeHTaMm € NOAO3pPEHNEM Ha MyKOMNOJMcCaxapruao3 nepebIM 3TanomMm obcnenosaHms
pPEKOMEHA0BAHO UCCNenoBaHne aKCKpeunn gepmMmaTaHcybdaTta 1 renapaHcyabdaTta ¢ MOYON. ITH
rnokasaTesin ABJISII0TCS OCHOBHbIMU NabopaTopHbIM KpuTepusamMmn Mykononncaxapugosa 1 tuna (MMNC 1
TUNa): onpenenseTcs NOBbILLEHHbLI YPOBEHb AepMaTaHCy/ibdaTa U renapaHcyibdaTa B MoYe.

KnnHn4yeckne pekoMmeHpauum. Mykononmcaxapupos | tTuna y geten.

(1)

3. ANropuTtM MoJieKyJiipHO-reHeTU4Yeckoro obcneposaHus (AnarHosa)

Bonpoc 3.

Onsa yToyHeHns gmnmarHosa Ha BTOPOM STane NnokasaHo nposefeHne MOoJIeKyJIAPHO-reHeTn4yeckoe
nccnenoBaHme reHa

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

4. GALK1_(OMIM: * 604313)

MpaBunbHbiK oTBeT: 3 — _IDUA_ (OMIM:* )

PebeHKy C KNMHMKO- NabopaTopHbIMK AaHHBIMU MyKOMJINCaxapuao3a peKoMeHO0BaHO NpoBeneHne
MOJIEKYJIIPHO-TE€HEeTUYEeCKOro NCCieloBaHnSA: BbiaBsieHe MyTauun B reHe IDUA , kogupytoLiem
anb@da-L-naypoHnaasy.

KnnHn4yeckne pekoMmeHpauum. Mykononmcaxapupos | tTuna y geten.

(1)
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4. OnarHos

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

MpaBunbHbIK OoTBEeT: 1 — Mykononucaxapupao3 1 tuna. Cunppom lN'ypnep

KomMmeHTapuun: OuarHo3 MIC | ycTaHaBAMBaeTCA Ha OCHOBAHUM COBOKYMHOCTU KJIMHUYECKNX OaHHbIX,
pe3ysbTaToB J1abopaTOPHOro NCCIeA0BaHMNA N MOJIEKYIAPHO-TrEHETUYECKOro aHaan3a.

KnuHunyeckune pekomeHgaumm. Mykononucaxapunos | Tuna y geten.

(1)

5. MpodunakTuka (MeguKo-reHeTUYECKoe KOHCYJIbTUPOBaHuUe)

Bonpoc 5.

Tun HacnegoBaHMsA MyKonosncaxapmagosa 1 tuna (OMIM:* 607014)
1. X-cuenneHHbIN peLecCnBHbLIN

2. ayTOCOMHO-OAOMUHAHTHbIN

@ ayTOCOMHO-PEeLIeCCUBHBbIN
4. X-cuenneHHbIn AOMUHAHTHbIN

MpaBusibHbIA OTBET: 3 — ayTOCOMHO-pPeL,eCCUBHbIN

KnnHn4yeckne pekoMmeHpauum. Mykononvcaxapupnos | tTuna y geten.

(1)

Bonpoc 6.

Puck noBTopHOro poxaeHuns 6onbHoro pebéHka c 3Tm 3aboneBaHnem B 06cnenoBaHHONM CeMbe
1. cocTaBnset 50% He3aBMCUMO OT Nona

2. cocTasnseT 15% He3aBUCKMMO OT rnona

@ coctasnseT 25% He3aBUCMMO OT MoJsa

4. oTcyTCTBYET

MpaBunbHbIN OTBET: 3 — cocTaBaseT 25% He3aBUCMMO OT noJia

B cnyyYyae ayTOCOMHO-peLecCMBHbIX 3ab0neBaHNM, PeKYPPEHTHbLIN PUCK cocTaBnseT 25%

[Mpn ayTOCOMHO-peLecCMBHOM 3aboneBaHumn poounTenn ABNAKKTCA reTepo3nroTHbIMM HOCUTENAMN
MYTaHTHOIO reHa

KoMmeHTapuin: AyTOCOMHO-PELLECCUBHbIN TUM Hac/Ie40BaHMA XapaKTepulyeTcsa nepenayen 3aboneBaHus
OT 300pPOBbIX pOoAUTENEN OETAM C BEPOATHOCTbLIO 25%

FeHeTuka. Y4ebHuk ons sysos/Moa. pen. akagem. PAMH B.W. iBaHoBa. - M.: KL, «<AkagemkHuras, 2006,
2007 - 639 c.:un., cTp. 453, cTp. 455
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Bonpoc 7.
B OJaHHOM 6paKe C BbICOKMM PNCKOM MyKononmcaxapwJ,o3a | TMNa

@ pPEKOMEHO0BAaHO NPOBeAEHNE NPEHATANbHON ANArHOCTUKN NPW HACTYNAeHUn cnenytoLlen
bepeMeHHOCTH

2. [aNbHenwee AeTopoxxaeHme npoTmeBornokKa3saHo
3. panbHenwee geTtopoxaoeHmne pekoMmeHayeTcda C UCNnoJsib3oBaHMeEM AJOHOPCKUX MOJIOBbIX KNETOK
4. npeHaTaJibHada ANarHoCTMKa He NoKa3aHa

npaBMJ‘Ibelﬁ oTBeT: 1 — peKkoMeHAOBaHO NpoBefeHue npeHaTaanoﬁ ANarHOCTUKM nNpm

HacTynJieHuu ciepylowien 6epeMeHHOCTH

KommeHTapuu: MNpeHaTasbHasa AnarHoCTUKa pekoMeHaoBaHa Ansa nobon nocnepytouien 6epemMeHHOCTH B
ceMbsX, OTAroweHHbIX XoTs 6bl ogHUM cnyvaem MIICI.

KnunHnyeckune pekoMmeHgaumu. Mykononmcaxapuaos | Tuna y neTten.

(1)

6. JleueHue

Bonpoc 8.
TpaHcnaaHTaumMm KoCTHOro Mmosra (TKM) nauneHTaM € Mykonoancaxapugosom 1 Tuna
1. He pekomMeHOoOBaHa

@ pekoMeHOoBaHa 00 LOCTUXXEeHUA 2-X JlIeTHero BospacTa

3. pekoMeHgoBaHa

4. pekomeHpgoBaHa noche 10 neTHero so3pacTa

MpaBunbHbLIA OTBET: 2 — peKOMeHAo0BaHa [0 AOCTUXXEHUA 2-X JIeTHero Bospacra

KoMMeHTapuu: PekoMeHA0BaHO NpoBeAeHne TpaHCMaHTaLum KoCTHOro Mo3ra naymeHtam ¢ MMAC 1 ¢
¢heHoTMNOM [Nypriep cMHAPOMa A0 AOCTVXKEHUs Bo3pacTa ABYX neT. TKM BefeT K yMeHbLUEHVIO pa3MepoB
MeyvYeHn 1N CeneseHku, yayUlleHno (yHKUNIA ObIXaTelbHON U CepaeyYHO-COCYANCTON CUCTEM.

KnnHn4yeckune pekoMmeHagaumu. Mykononmcaxapmaos | Tuna y geten.

(1)

Bonpoc 9.

BceMm peTsam ¢ Mmykonoancaxapugosom 1 Tuna nokasaHo nposeneHne
1. amneToTepanuun C UCKKOYEHNEM Ka3enHCoA4ep Kalmx NpoayKTOB
2. TpaHCnAaHTauum nevyeHwu
3. reHHom Tepanuu

hepMeHT3aMeCcTUTENIbHON Tepanun apoHnpason us pacyeta 100 EL/Kr B BuOe B/B MHPY3NN
eXxeHenesbHO

MpaBunbHbIK OTBeT: 4 — chepMeHT3aMecTUTEes/IbHOW Tepanum JlapoHMaa3on U3 pacuyerta

100 EQ/kr B Bupe B/B UHPY3UUN eXxeHenesibHO

KoMmMeHTapumn: PekomeHO0BaHO npoBefeHne pepMeHTHOM 3amecTuTesibHon Tepanun (O3T). ¢3T
npoBoANTCA NapoHmnaason (kog ATX A16AB05).

KnuHunyeckue pekomeHaauum. Mykonosvcaxapunos | Tuna y geTen.
(1)

KommeHTapuu: B 1 Mmn pacteBopa cogepxutcs 100 EL (npnbnmnsmtensHo 0,58 Mr) napoHunpasbl. 3To
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pekoMbunHaHTHas hopMa YesnoBeyeckon anbda-L-naypoHnaassl, NPonM3BoanMas C UCMOJIb30BaHUEM
TexHosIorum pekombnHaHTHom OHK B KNeTOYHOM KybType KUTaNCKux xoma4koB. ®3T npefHa3HayvyeHa 015
BOCCTAHOBJ/IEHMS YPOBHSA dH3MMATUNYECKON aKTUBHOCTU, OCTAaTOYHOIr0O 418 FMAPOJIM3a HAaKOMIEHHbIX
rMKO3aMUHOI IMKAHOB U A1 NpefoTBPaLLEeHNs UX AasibHENLEro HakonsieHus. lNocne BBegeHns
napoHugasa 6bICTPO BbIBOANUTCHA U3 CUCTEMHOIO KPOBOTOKA U MOrJIOWaeTCs KeTKaMuy, NocTyrnasa B Ux
JIN30COMbI Yepe3 MaHHO030-6-hocaTHbIe peuenTopbl. PEKOMEHAOBAHHbLIV PEXUM L03UPOBaHUS:
exxeHepesnbHoe BBefeHue B o3e 100 EO/kr B Buae B/B NHQY3UN.

(2)

Bonpoc 10.
depMeHT 3aMecTMTesIbHaa Tepanusa eTaM C TpaHCnaaHTaumMen KocTHoro mosra (TKM)

1. npoBOAMTCSH TONILKO A0 NMPOBEAEHMS onepaumn

npoBoanTca Ao TKM n B TedyeHnmn 3-x mecsues nocne TKM (4o BOCCTaHOBIEHNSA HOPMaJsibHOr o
YPOBHS COBCTBEHHOIro hepMeHTa)

3. He npoBOAMUTCA
4. NpoTMBOMOKa3aHa N3-3a BO3MOXKHbIX a/lJIeprnyeckux peakumin u pocta aHTUTeN K GepMeHTy

MpaBunbHbIK OTBeT: 2 — npoBoauTca Ao TKM u B TeueHum 3-x mecaues nocne TKM (po

BOCCTAQHOBJIEHMA HOPMAaJIbHOIO YPOBHSA cOOCTBEHHOro cpepMeHTa)

KoMMeHTapun: hepMeHT 3aMeCcTUTEeNbHYO Tepanuo JapoHnLason MOXXHO NCMOJb30BaTh Nepen
TpaHCNIaHTaLUmneln KOCTHOro Mo3ra, HernocpeACcTBEHHO NoCsie Hee, a TakXKe Mnocsie TpaHcnaaHTauum.

KnuHunyeckue pekomeHaauum. Mykornosvcaxapunos | Tuna y geTen.

(1)

7. BapuaTtus

Bonpoc 11.

MNauveHTam c MykononmMcaxapmnaosom 1 Tuna, peabnnmtaumoHHble MEPONPUATUSA U PU3noTEpPanns
1. nokasaHbl ¢ 5-neTHero BospacTa

2. MnoKasaHbl NauMeHTaMm, He noJjiyyarLwmm pepMeHT 3aMeCcTUTENLHYIO Tepanuio

3. He nokasaHbl

@ MokasaHbl 1 pa3pabaTbiBaloTCA MHANBUAYAJIEHO

MpaBuabHbIA OTBET: 4 — NOKa3aHbl U pa3pabaTbiBalOTCA UHAMBUAYANbHO

KoMmMeHTapuu: NMauneHTy ¢ MyKonosincaxapugosom | Tuna gpusnotepaneBToM U BpayoM-JIOK
pa3pabaTbiBaeTCA MHAMBUAYAJbHbLIA KYpPC peabnantaunm, BKAKYaLWNIA Maccax, nev4ebHyto huskynbTypy,
dursnoTepanesTUYecKme npoLenypbl (MarHuToTepanuioo, TepMOTEPanuio, y4apHO-BOJIHOBYIO Tepanuio,
meTon buonornyeckon obpaTHOM CBA3M U Apyrue npoueaypsbl).

KnnHn4yeckne pekoMmeHgauun. Mykononmcaxapupos | tTuna y geten.
(1)
KommeHTapuu: PeabunuTtaumoHHble Kypcbl (Maccax, JI®K, dmnsmonpouenypsbl, NCMXonoro-nefarormyeckas

MOMOLLb) >KenaTesIbHO npoBoANTb B YC/I0BNAX OHEBHOIO CTauMOHapa NnpoBoanTCA C yacTtoTon 3-4 pa3a B
roa, ANTeJIbHOCTb - onpenendaeTcsa TAXXeCTbo COCTOAHUA N OTBETOM Ha NpoBOANMbIE MepornpuaTns.

(2)
Bonpoc 12.

MaureHTaM ¢ MyKonoancaxapmuao3om 1 Tuna, B TOM YUC/E MosyyHatolWwmM (epPMEHT 3aMeCTUTESIbHYIO
Tepanuio, CMMNTOMaTUYeCcKasn Tepanus

MedikCase - FeHeTuka medikcase.ru - 7
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1. noka3aHa [0 Ha3HayeHust hepMeHT 3aMeCTUTESIbHOM Tepanmn
2. MNoKa3aHa TOJIbKO B CTauMOHapPHbIX YCNOBUAX

3. He nokasaHa

@ rnokasaHa
MpaBunbHbLIX OTBET: 4 — NOKa3aHa

KommeHTapun: 3aboneBaHne umeeT MyJibTUCUCTEMHYIO NPUPOAY 1 HeobpaTuMble, Nporpeccupyolme
KJIMHMYECKne nposBieHns, 4To obycoBvBaeT HeobX0AUMOCTb HabNloAeHNSI He TONTbKO Y3KUMU
cneyvanncTaMmn (OTOPUHOJTAPUHIOIOraMn, XUpypramm-optoneaamu, opTasbMosioraMum, Kapanuosoramu,
ny/bMOHOJIOFraMun, HEBPOMaTOoJIoraMu, CTOMaToslIoramMmu), HO U (U3noTepaneBTaMu, Jloroneaamu,
ncuxosioramm 1 paboTHMKaMM NafINATUBHBIX CITYXO.

KnunHunyeckne pekoMmeHgaumu. Mykononmcaxapmaos | Tuna y neTten.

(1)
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CutyauuoHHas 3apava 0002
O6pa3oBaHue: Bbicliee obpa3zoBaHue | CneunanbHOCTb: FeHeTrKa
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 HaDYLLIeHI/IIZ.

1.2. XKanoobl

LLyMHoe gbixaHue, NonépxmBaHue npu KoOpMJIeHuu.

1.3. AHaMHe3 3a0oseBaHuA

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

Mocne poxxpeHus Habnoganocb 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 | bepemeHHoOCTM, | ponoB Ha cpoke 38 Hepenb Bec npu poxxaeHumn - 3000 r., pocT - 51 cm™,
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 ll:l,aHHOI7I KJIMHNYECKOoW CTyauunnm cnenyetT npennosiaraTb, HTO aHOMaJZIMn pPa3BUTUA, BbidBJ1IEHHDbIE Y
pebéHka, ABNAIOTCA CNepCcTBMUEM

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

@ XPOMOCOMHOW MaTos0rum

MpaBunbHbIN OTBET: 4 — XPOMOCOMHOM NaTOJIOrUMn

KommeHTapun: O6Hapy>XeHHble y pebéHKa aedeKT Mex>Keyd04K0oBOM Neperopoakn n nedekT
MeXXnpencepaHou neperopoikn ABASTCA OAHUMU U3 CaMbIX YaCTbIX BPOXKAEHHbLIX MOPOKOB CepAaLla, Ha
L0110 KOTOopbIX npuxoanTca 0o 35-40% cny4daes BIMC (28,1% vn oo 10,3% cooTBeTCcTBEHHO (No bepmaH E.,
BoraH B.K.,1993); no apyrum gaHHbiMm OMIIM cocTaBnseT okoso 30% BCcex BPOXKAEHHbLIX MOPOKOB cepaLa).
+

BpoXxaeHHble MOPOKK cepALia BXOAAT B KOMIMJIEKC BPOXKAEHHbLIX MOPOKOB Pa3BUTUA Npu 6onbLInNHCTBE
(hOpPM XPOMOCOMHbIX CUHOPOMOB. YacToTa 1 CNeKTp X BapnabenbHbl fa)ke B npeaesiax 04HOM hopMbl
naTosoruvun. +

CyMMapHas 4acToTa BbISBJIEHMSA XPOMOCOMHbIX abeppaunil y XXNBOPOXKAEHHbIX MJlaAeHLEB C MOPOKaMM
cepaua BapbupyeT oT 5 40 13 NpouUeHTOoB. +

Takum 0bpa3om, Hannyme NULEBbIX MUKPOAHOMaIMA B COYEeTaHNN C BPOXXAEHHBIM MOPOKOM cepALa 1
pacLiennHon Héba No3BondeT NPennosoXKNTL XPOMOCOMHYIO MaTosIOrnio.
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BHyTpeHHMe 6onesHu: B 2-x Tomax. Y4ebHuk Mo pen. H.A. MyxunHa, B.C. Monceesa, A.l. MapTbiHOBa -
2010. - 1264 c.

(1) (2)

KO.M. benosepos [leTckasa Kapguosnorus. - M., - <MEfnpecc-uHdopm», 2004. - 598 c., cTp. 57-58

2. NMnaH obcnepoBaHunA

Bonpoc 2.

Onsa cy>xkeHnsa obbémMa AMarHoCTUYECKOro NoncKa B aHHOM KAMHNYECKON cuTyauum Heobxognmo
3anpocuTb pe3ysibTaTbl TaKUX METOA0B KJINHNYECKON NnabopaToOpHOM U MHCTPYMEHTaJIbHON
ONArHOCTUKMN, KaK

@ Y3W 6poLLHON MNONOCTU U MOYeEK

@ 9XO-KIr

3. peHTreHorpapua rpyaHon KneTkun
4. KAVHWYECKUI aHanu3 Mo4u
5. HeoOHaTaNbHbIN BUOXNMUYECKUA CKPUHUHT

@ BUOXMMUNYECKNIA aHaNN3 KPOBU

MpaBunbHbie oTBeThl: 1 — Y3U OploHOM NOJZIOCTU M NoYekK; 2 — IXO-KI; 6 —

OMoxMMmuyeckuu aHanus KpOBM

KommeHTapuu: Y pebéHka C MUKPOAHOMaISIML Pa3BUTUS Y BPOXKAEHHLIM MOPOKOM CepALia
NnoLo3peBaeTCs B MEPBYIO o4epelb XPOMOCOMHAs NaToIorns, KOTopas, Kak npaBuJio, COMPOBOXAAETCSA He
TOJIbKO MHO)KECTBEHHbLIMU MUKPOAHOMaINAMU, HO N MHOXKECTBEHHbLIMY MOPOKaMU Pa3BUTUS BHYTPEHHUX
OpraHoB.

HacnepctBeHHble 601e3HU: HaLMOHaIbHOE PyKOBOACTBO / nog pen. akaa. PAMH H.M. boykoBsa, akan. PAMH
E.K. TmHTepa, akag. PAMH B.I1. My3bipeBa. - M. : FT30TAP-Meguna, 2012. - 936 c. (Tnaa 22, cTp. 565, 568).
ISBN 978-5-9704-2231-1

(1)

KommeHTapum: CornacHo aHaMHe3sy y pebéHka 6bi1 o0bHapy>KeH BPOXXAEHHbIN MOPOK cepaua. Ans
YTOYHEHUSA TuUMNa BPOXXAEHHOIr0 NOpoKa cepaua Heobxoanmel gaHHble 9XO-KIT, npoBeAEHHOr0 40

onepauun. NMpu HEKOTOPbLIX XPOMOCOMHbIX HAPYLUEHUSAX MOXXHO BblAE/INTb ONpeaesiéHHbIA CNEeKTP
Hanbonee xapakTepHbIX BPOXXAEHHbLIX MOPOKOB CepaLia.

KO.M. benosepos [leTckasa Kapguosorus. - M., - <MEfnpecc-uHgopm», 2004. - 598 c., cTp. 57-58

KommeHTapumn: Hanbonee 4acTbiMU CUHOPOMaMM COMPOBOXKAAOLWMMNCA BPOXKAEHHBIMM NOPOKaMy cepaLa
ABNAIOTCA cMHApPOMbl OayHa (1:500-700), cuHapom geneunn 22911.2 (1:4000) n cmHapom Bunbsamca
(1:7500 - 10000). MocnegHmne ABa CMHAPOMa XapaKTepMU3ylTCa cneunpuyeckum HapyleHnem obmeHa
Ka/ibUKMA: Npn cMHApoMe BunbsiMca - rmnepkanabumnemms, npn cnHagpome geneunn 22q11.2 (B T.4.
cuHgpome Oun O)xopO)Kn) - rmnoKasibLuneMuns, 4To MOXXHO UCMOJIb30BaTh B KavyecTBe anddepeHumnansHomn
OMarHocTuKkun. Takxe HapyLlleHne obMeHa KanbLnsa B CO4ETaHUM C MUKPOAHOMaNNSAMN N BPOXKAEHHbBIM
MOPOKOM CcepALa ABNAETCHA NoKasaHWeM ON9 NCKJII0YEHUS COOTBETCTBYIOLLLEr0 CMHAPOMA
MOJIEKYJIAPHO-LINTOreHETUYECKUMU METOLaMU.

depepalibHble KJIMHUYEeCKNe pekoMeHaaumnum rno guarHoCcTnke n nevyeHunio cuHgpoma Bunssamca, 2017,
anugemMuonorusa, cTp. 3

OENEPAJIbHBIE KTMHUYECKUE PEKOMEHOALI MO ANATHOCTUKE W JIEHEHUO CUHOPOMA BUJ1bAMCA.
2017 r.

depepalibHble KIMHNYECKME PEKOMEHALNY MO ANArHOCTUKE U JIeYeHMI0 CUHAPOMa Aeneumnn 22-in
XpoMocoMbl y aeten, 2015 r.
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OENEPAJIbHBIE KNMHWYECKNE PEKOMEHLOALWW no gnarHoCTUKe 1 NeYeHNo CUHApPoOMa geneumnn 22 n
XpomocoMbl y geTen. ObuwecTBeHHasa opraHm3aumsa HaumoHanbHOe 06LWeCcTBO AETCKUX FreMATOJIOr0B,
oHKosioroB; ®IrbY «®HKL, OO M. OmuTpusa PoravyeBa» MuHsgpasa Poccuun, 2015r. (1)

MpoeKT KANHNYECKUX pekoMeHaaumnn. CuHgpoM geneumm 22 XxpoMocombl (cnHapom Ou Meopra (On
Oxopnoxn)), 2018r., cTp.10-11

KnnHnyeckne pekomeHzauum MuHiapaBa Poccun. CuHapom geneunmn 22 XxpoMocomsl (cnHgpom Oun MNeopra
(Own Oxopaxn)), 2018 r. (1)

KomMmmeHTapuu: NonynaunoHHas 4actoTa: 1:10000
Kosznosa C.W/., Aemukosa H.C. HacneacTBEHHbIE CUHAPOMbI U MEOUKO-FeHeTUYEeCKoe KOHCYIbTUPOBaHME:
ATnac-cnpaBOYHUK. 3-e 134., nepepab. n nonosH. M.:T-Bo Hay4HbIX n3gaHunn KMK; ABTopckas

akapnemunn.2007. 448 c., 236 un. - c.54-55;

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

3. ANroputM MoJieKyJiipHO-reHeTu4Yeckoro obcneposaHus (AunarHosa)

Bonpoc 3.

B nofo6HbIX KIMHWYECKNX CUTYaUMSaX AJ1S UCKJIIOYEHWS XPOMOCOMHOM NaToJIormn B NMepByto odepenb
Ha3HavaT

1. cekBeHupoBaHUe 3K30Ma

@ CTaHOapTHOE LUMTOreHeTMYeckoe nccaenoBaHmne

3. MHoroueTHbI FISH-aHann3 (mFISH)

4. CpaBHUTEJIbHYIO FEHOMHYIO rMbpnansaunto

npaBMﬂbelﬁ OoTBeT: 2 — CTaHOAQpPTHOEe uMToreHeTnieckoe mcciiegoeaHue

KoMMeHTapun: KnmHnyeckre nokasaHus OJs nocTHaTaslbHOro UCCaenoBaHs KOHCTUTYTUBHOMO
KapuoTuna (nepudepunyeckas KpoBb, hnbpobnacThbi)

Y nayuneHTa:

* MHOXKeCTBEHHble BPOXKAEHHbIE MOPOKN Pa3BuUTUA

* MHO>XeCTBEeHHble MUKPOaHOMaIMnN pa3BuUTuUS

* HU3KUM BeC Npu poXXAeHUN

* YMCTBEHHas OTCTaJIOCTb, OTCTaBaHMe B MCUXOMOTOPHOM PasBUTUN

* Bblpa>keHHble OTKJIOHEHUSA B POCTe (HU3KUM POCT, BbICOKUI POCT) U pa3Mepax ronoBbl (Mukpoueganms,
MakKpouedhanuns)

* OTCcTaBaHue B (hn3M4E€CKOM 1 MOJSI0BOM PasBUTUN

Ky3Heuosa T.B., LLinnosa H.B., TBoporoea M.I'., Xap4yeHko T.B., Jlebenes W.H., AHTOHeHKO B.I".
MpakTuyeckne pekoMmeHgaumm rno obecneyeHno KayecTBa U HaLEXHOCTU LUTOreHeTUYeCKnX
nccnepnosaHnnm. _MepuunHckas reHetmka _2019; 18(5): 3-27 (cTp. 23).

KoMMeHTapuu: ...0CHOBHbIE MOKa3aHWsA A/ NPOBEAEHNSA LNTOreHETUYECKON ANArHOCTUKMN.........
* CywecTBoBaHue y pebéHKa MHOXKECTBEHHbIX BPOXKAEHHbLIX MOPOKOB Pa3BUTUS.

* 3aep>XKa YMCTBEHHOI0 N n3nNYeckoro pa3suTumsa pebeHka;

* MNofo3peHne Ha XPOMOCOMHYI0 60/1€3Hb Ha OCHOBAHUN KJIMHUYECKUX CMMIMTOMOB.

HacnencrteeHHble 601e3HU: HaLMOHabHOE PYKOBOACTBO / Moa peAd. akan. PAMH H.M. boykoBa, akaa. PAMH
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E.K. T'mHTepa, akan. PAMH B.I. My3bipeBa. - M. : T90TAP-Meguna, 2012. - 936 c. (FTnhaea 17. cTtp. 453). ISBN
978-5-9704-2231-1

(1)

4. InarHos

Bonpoc 4.

Ha ocHoBe gaHHbIX 06 bEKTUBHOIO CTaTyCa U pe3ysibTaToB I'IpOBEJJ,éHHOFO obcnenoBaHUst MOXXHO
coenaTtb BbiBOAO, H4TO

1. MOHOreHHas sTUoONOrnA NOATBEPXOEHA
2. MyJibTUDaKToOpMasibHaa 3TUOJIOrMA NOATBEPXKAEHA
3. XpPOMOCOMHada 3Tunonorna NCKnrveHa

@ XPOMOCOMHAs 3TUOJIOr sl HE UCKJIIOYEHa

npaBMJ‘Ibelﬁ oTBeT: 4 — XpPOMOCOMHAas 3TUOJIOrUA He UCKJIIoYeHa

KommeHTapum: CTaHoapTHOe UMTOreHeTu4eckoe nccienosaHne obecnedynsaeT apHeKTUBHYIO
ONArHOCTUKY YMCI0BbIX @HOMaIMA XPOMOCOM U psifa CTPYKTYPHbIX abeppaumnin. OoHaKo MeTo He
NMO3BOJISIET ONpenensiTb MPONUCXOXKAEHNE MapKEPHbIX N CBEPXYNCIIEHHbIX XPOMOCOM B KapuoTune,
NAEHTUHULNPOBATL CJI0XKHbIE XPOMOCOMHbIE TPaHC/I0KaLUKM, a TakXXe ANarHOCTUPOBaTb
MUKpPOAENEeLNOHHbIE N MUKPOAYMINKALMOHHbIE CUHAPOMbI. 9TO 06yC/N0BAEHO pa3peLuatoLLen
BO3MO>XHOCTbIO CBETOBOW MUKPOCKOMNUW: CTaHAAPTHOE LMTOreHeTn4yeckoe nccienoBaHmne no3BonaseTt
naeHTudpununposaTb 250-400 cermeHTOB (63HA0B) Ha ranJonAaHbIN reHoM. COOTBETCTBEHHO 1 63HA
BKJIt04aeT 5-10 MJIH.M.0., @ MUKPOAENIELMOHHbIE U MAKPOAYMIMKALMOHHbIE CUHAPOMbI Kak MpaBusio
obycnoBneHbl geneuven/gynamkaumnen pasMmep KOTopom MmeHee 5 MaH.n.o.

HacnepnctBeHHble 601e3HU: HaLMOHaIbHOe PyKOBOACTBO / nof pen. akaa. PAMH H.M. boykoBa, akan. PAMH
E.K. T'mHTepa, akan. PAMH B.11. MNy3bipeBa. - M. : T0TAP-Meguna, 2012. - 936 c. (Tnasa 17, cTp. 458, 568).
ISBN 978-5-9704-2231-1

(1)

5. AropuTM MOJIEKYJISIPHO-reHeTu4eckoro obcnenoBaHus (ouMarHosa)

Bonpoc 5.

Ha cnepytrowem 3Tane anarHOCTMYeCKOro noncka Hanbonee uenecoobpasHo Ha3HaYUTb
1. MHorouBeTHOe cerMmeHTMpoBaHMe xpomocoMm (MBAND)

2. cnekTpasbHOe KapuoTunmposaHue (SKY)

3. CekBeHMpOBaHMeE 3K30Ma

@ XPOMOCOMHbIN MUKPOMATPUYHbIA aHanus (array-CGH)

MpaBunbHbLIK OTBET: 4 — XPOMOCOMHbIA MUKPOMATPUUYHbIA aHanu3 (array-CGH)

KoMMeHTapuun: XpoMOCOMHas 3TUOJIOrUs psifia ANCMOPHUYECKUX HapyLLEHWIA U MOPOKOB Pa3BUTUS CBsi3aHa
CO CKPbITbIMM XPOMOCOMHbLIMU NepecTpoKamm, HanpmumMep, ¢ CybXpoMOCOMHbLIMUN AeNlelnsiMu, KOTopble
06bI4HO He 06Hapy>XMBAOT NPY CTaHAAPTHOM LIUTOreHEeTMYECKOM 1UccsieoBaHnn. Bce 3T Tunbl
XPOMOCOMHbIX abeppauunii MOXXHO ANArHOCTUPOBaTb NpKU ncnonb3oBaHun CGH, ocobeHHO Ha nnaTgopme
MUKPOYUTOB.

HacnepnctBeHHble 601e3HU: HaUMOHaIbHOe PYKOBOACTBO / oA pen. akaa. PAMH H.M. bBoykoBa, akan. PAMH
E.K. TmHTepa, akan. PAMH B.T1. My3bipeBa. - M. : T90TAP-Meguna, 2012. - 936 c. (Thaesa 17, cTtp. 474). ISBN
978-5-9704-2231-1

(1)
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Bonpoc 6.

YynTbiBas pesynbTaTbl NpoBeaéHHOro ob6cnefoBaHNsA N XapakTep HapyLLIEeHU, 0OBHapY)KEeHHbIX Y
pebéHka, Hanbosiee 0XXMAaEeMbIM pPe3ys/ibTaTOM XPOMOCOMHOI0 MUKPOMaTPUYHOIO aHa/in3a aBAseTcs

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

2. arr[hgl9] 22911.21g11.21(18894865-21808980)x3
3. arr[hgl9] 7911.23911.23(72744454-74142513)x1
4. HecbanaHCMPOBaHHbLIE XPOMOCOMHbIE MEPECTPONKN He 0BHapPYKEHbI

MpaBsunbHbiK oTBeT: 1 — arr[hgl9] 22q11.21g11.21(18894865-21808980)x1

KommeHTapun: Hanbonee 4yacTbiMu CMHAPOMaMM COMPOBOXKAAOLLNMUNCA BPOXKXAEHHBIMY MOPOKaMK cepaLia
ABNATCA cuHApOoMbl [layHa (1:500-700), cuHapom geneunn 22g11.2 (1:4000) n cnHpgpom Bunbamca
(1:7500 - 10000). Co4yeTaHmMe BpOXXOEHHOIO NOPOKa cepaua C XapaKTEPHbIMA MUKPOAHOMANNAMU 1
AHOMaJIMAMUN Pa3BUTUSA NHbIX OPraHOB N CUCTEM ABASETCS NMOKa3aHMEM ONA UCKIYEHUS
COOTBETCTBYIOLLEr0 CUHAPOMA MOJIEKYIAPHO-LNTOrEHETUYECKMMN MeTogaMN.

depnepasibHble KJIMHNYECKMEe peKoMeH4aumm no guarHoCcTmke n nevyeHunio cnHapoma Bunsamca, 2017,
anugeMuosiorus, cTp. 3

OEOEPAJIbHBIE KTMHUYECKUE PEKOMEHOALIM MO ANATHOCTUKE W JIEYEHUKO CUHOPOMA BUJIbAMCA.
2017 r.

depepalibHble KINHNYECKME peKOMEeHAaLUNM N0 ANarHOCTUKE U JIeYeHMI0 CMHAPOMa Aeneuunn 22-n
Xpomocombl y geten, 2015 r.

OEOEPAJIbHBIE KNMHWYECKNE PEKOMEHLOALWW no gnarHoCTMKe 1 NeYeHnto CUHAPOMa geneunn 22 n
XpomocoMbl y aeTenn. ObuiecTBeHHas opraHm3aumsa HaumoHanbHoe 06 ecTBO AETCKUX reMaToJsI0roB,
oHKosioroB; ®IrbY «®HKL, OO um. OMuTpusa PoravyeBa» MuHsagpasa Poccun, 2015r. (1)

MpoeKT KINHNYECKNX pekoMeHdaunn. CMHAPOM fgeneuunmn 22 XxpoMocoMmsl (cnHapom Ou Meopra (Oun
O>xopnoxn)), 2018r., cTp.10-11

KnnHnyeckne pekomeHnauum MmHiapasa Poccun. CuHOopom geneunm 22 XxpoMocoMmsl (cuHagpom Ou Meopra
(Own Oxopaxn)), 2018 r.

Kosnosa C.W., demukosa H.C. HacneacTBeHHbIE CUHAPOMbI M MEAUKO-FreHeTU4YeCKoe KOHCYJIbTUPOBaHUE:
ATnac-cnpaBoYHUK. 3-e 1u3a., nepepab. n gononH. M.:T-Bo Hay4HbIX ndgaHnm KMK; ABTopckas
akagemunsa.2007, 448 c., 236 wn. - ¢.54-55;

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

KommeHTapuun: Y 85-90% npoueHToB 60JIbHbIX C CUHAPOMOM Aeneunn 22ql1.2 BbIABASAIT Aeneumnio
MPOTSXXEHHOCTbIO 0KoJ10 3Mb; y 8% - 1,5 M6, y 2% - 2 Mb.

@depepalibHble KJIMHUYECKME peKoOMeHAaUnmy No AUarHoCTUKe U JIe4eHnto CMHApoMa aeneumn 22-in
XpomocoMmbl y feten, 2015 r.

OEOEPAJIbHBIE KNMHUYECKUE PEKOMEHOALIM no anarHOCTUKE 1 Ie4YEHNI0 CMHAPOMa aeneunmn 22 i
XpomocoMbl y geTein. ObuiecTBeHHas opraHm3aums HaumoHanbHoe o6 ecTBO AETCKUX FreMaTosI0roB,
OHKosoros; ®rey «®HKL, 4OV nm. Amntpus Poradyesa» MuHsgpaBa Poccun, 2015r. (2)
https://omim.org/entry/188400

Emanuel, B.S. Molecular mechanisms and diagnosis of chromosome 22g11.2 rearrangements /B.S. Emanuel
// Dev. Disabil. Res. Rev. - 2008. - Vol. 14(1). - P. 11-18

MpoeKT KANHNYECKUX pekoMeHgaumnn. CuHgpom geneumm 22 XxpoMocombl (cnHapom Ou Meopra (On
Oxopnoxxun)), 2018r., cTp.8

KnnHunyeckne pekomeHgaunm MuH3sgpasa Poccun. CuHgpom geneumm 22 XxpoMocoMbl (cnHapom Oun Meopra
(Own Oxopaxn)), 2018 r. (1)

HacnepnctBeHHble 601e3HU: HaLMOHaIbHOe PyKOBOACTBO / oA pen. akaa. PAMH H.M. boykoBa, akan. PAMH
E.K. TmHTepa, akan. PAMH B.1. MNy3bipeBa. - M. : T0TAP-Megna, 2012. - 936 c. (Tnasa 17, puc. 22-35).
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ISBN 978-5-9704-2231-1

(1)

Bonpoc 7.

B pe3y/nbTaTe XPOMOCOMHOIr0 MUKPOMAaTPMUYHOIr0 aHann3a HecbanaHCMPOBAHHbLIE XPOMOCOMHbIE
HapYLLUEHWs He BblsiB/IEHbI, YTO MO3BOJISIET CAeNaTb BbIBOA O

1. HeobxopgmmocTn obcnenoBaHUA METOLOM MOJTHOIK30MHOIO CEKBEHNPOBAHUSA
2. HeuenecoobpasHOCTM NPOOCIIKEHUS AasbHenlero obcnenoBaHns

3. Heob6XxoAMMOCTU NOATBEPXKAEHUS pe3ysibTaTOB XPOMOCOMHOI0 MUKPOMATPUYHOIr0 aHaim3a C
nokyc-cneundpunyecknmm AHK-3oHoamun Ha pernoHsl 22q11.2, 7q11.23, 10p13-pl4, 11g23-ter,
11p13, 4921

HeobXx0ANMOCTN NUCC/IeIOBAHMS MOC/IeA0BaTEIbHOCTU reHa TBX 1 MeToAOoM MpsiMOro
ceKBeHNpoBaHMa rno CeHrepy

npaBMﬂbelﬁ oTBeT: 4 — HeobXo0AMMOCTHU UCCNIenO0BaHUA NOCJ/Ief0BaTeJIbHOCTU reHa

_TBX__1 mMeTOoAnOM NpsAMOro ceKBeHuposaHusi no CeHrepy

KomMmmeHTapuun:

Fen TBX_ _1 (a MMEHHO ero ranJloHefoCTaTOYHOCTb) UrpaeT OCHOBHYO POJib B hOPMMUPOBaHUN heHoTuUna
naymMeHToB C CMHAPOMOM Aeneuunn 21q11.2.

MayneHTaM C oTpUUaTENIbHLIM PEe3yIbTaTOM NpPU UCMOb30BaHUM MeTonoB FISH-rnbpmnansaunu,
XPOMOCOMHOIr0 MMKPOMAaTPUYHOro aHaansa (XMA) nnm cpaBHUTENbHOWM reHoMHon rnbpugnsaumnnm (aCGH) c
Lesibio Bepndukauum reHetrn4yeckoro gedekra rnokasaHo nccsienoBaHume nocsenosaTesisHOCTUM reHa TBX
1 meTonoM MpsAAMOro cekBeHMpoBaHus no CeHrepy.

leH BKJIlOYaeT 13 3KOHOB, YTO MNO3BOJIAET €ro UCCeoBaTh Kak MeTooM NMPAMOro CEKBEHUPOBAHUS MO
CeHrepy C Liefiblo MoONCKa TOYKOBbIX MyTauuiA, Tak U MeTogoM MLPA ¢ uenbio noucka aeneuui un
OYNANKaLUWUin B 3TOM reHe.

depnepasibHble KIMHNYECKME PpeKOMEeHOaunm No OUAarHOCTUKE N NeYeHNI0 CUHAPOMa Aeneumnn 22-in
XpoMocoMbl y aeten, 2015 r.

OEOEPAJIbHBIE KMTMHUYECKUE PEKOMEHOALIM no anarHOCTUKE 1 Ie4YEeHNI0 CMHAPOMa aeneunmn 22 i
Xpomocombl y feTten. ObwecTBeHHasa opraHm3aumsa HaumoHanbHOe 061LecTBO AETCKUX reMaTosI0ros,
OHKosoros; ®rey «®HKL, 4O vm. Amntpus Poradesa» MuHsgpaBa Poccun, 2015r. (1)

MpoeKT KINHNYeCKnX pekoMmeHdaunin. CAHOPOM fgeneunn 22 XxpoMocomsl (cuHapom An Meopra (Oun
O>xopaxwn)), 2018r., cTp.16

KnnHnyeckne pekomeHpauum MuHsgpasa Poccun. CuHgpom geneunmn 22 XxpoMocomsl (cnHgpom Oun Feopra

(On Oxopaxn)), 2018 r. (1) https://omim.org/entry/188400

6. AmarHos

Bonpoc 8.

B pe3synbTaTe cekBeHMpoBaHusA reHa TBX 1 y pebéHka obHapy>xeHa paHee onuMcaHHas
naToreHHasa myTaumnsa c.1223delC(p.Ser408fs), 4yTo no3sonseTr

1. ncknw4YnTbL gUarHos cuHapom geneunn 22q1l1.2
2. MNOCTaBUTb AMArHO3 CMHAPOM Aynamkauum 22q11.2
@ MOCTaBUTb OMAarHO3 CMHAPOM geneunn 22qll.2

4. NoCTaBUTb AMarHo3 cuHapom geneumm 7q11.23

MpaBunbHbLIK OTBET: 3 — NOCTaBUTb AMAarHO3 CUHAPOM peneuun 22qll.2

MedikCase - FeHeTuka medikcase.ru - 14


https://library.mededtech.ru/rest/documents/ISBN9785970422311/?anchor=Глава_17_Методы_цитогенетической_диагностики_хромосомных_болезней#Глава_17_Методы_цитогенетической_диагностики_хромосомных_болезней
https://library.mededtech.ru/rest/documents/14%20Deletsija%2022_14/
https://library.mededtech.ru/rest/documents/14%20Deletsija%2022_14/
https://library.mededtech.ru/rest/documents/14%20Deletsija%2022_14/
https://library.mededtech.ru/rest/documents/14%20Deletsija%2022_14/#paragraph_cr9619
https://library.mededtech.ru/rest/documents/sindrom/
https://library.mededtech.ru/rest/documents/sindrom/
https://library.mededtech.ru/rest/documents/sindrom/#list_item_sqi270
https://omim.org/entry/188400

KomMmmeHTapun:

Fen _TBX__1 (a MMEHHO ero rarjloHef0CTaTOYHOCTb) UFPaeT OCHOBHYIO PoJib B (DOPMUPOBaHUU (heHoTMNa
nayuMeHToB C CMHAPOMOM Aeneuunn 21911.2.

MayneHTaM C oTpULATENIbHLIM Pe3ybTaToOM NpU UCMNob30BaHUN MeTonoB FISH-rubpunansaunn,
XPOMOCOMHOI0 MUKPOMaTPUYHOro aHanmsa (XMA) nnm cpaBHUTesNIbHOW reHoMHoln rmbpuamnsaumnm (aCGH) c
Lenblo BepudurkaLunmm reHeTnyeckoro gedeKkta nokasaHo nccriefoBaHuve rnocsiefoBaTenbHOCTU reHa _TBX
1 meTonoMm NpsAMOro cekBeHupoBaHus no CeHrepy.

leH Bkto4aeT 13 3KOHOB, 4TO MO3BOJIAET €ro NCCIef0BaTh Kak METOA0M NPSAMOro CEKBEHUPOBAHUSA MO
CeHrepy C Lenbio NOUCKa TOYKOBLIX MyTaLui, Tak 1 MeToaom MLPA c uenblo noncka geneumnn un
OyNAnKauuin B 3TOM reHe.

depepalibHble KINHNYECKME peKOMEeHaLUNM MO ANarHOCTUKE U JIeYeHUo CMHAPOMa Aeneuunn 22-n
XpoMocombl y geten, 2015 r.

OEOEPAJIbHBIE KNMHWYECKNE PEKOMEHLOALWW no gnarHoCTMKe 1 Ne4eHnto CUHAPOMa geneunn 22 n
XpomocoMbl y geTenn. ObuwecTBeHHas opraHm3aums HaumoHanbHoe 06ecTBO AETCKUX FreMaTosI0roB,
OHKosoros; ®rey «®HKL, A0V vm. Amntpus Poradesa» MuHsgpasa Poccun, 2015r. (1)

MpoeKT KAMHNYEeCKNX pekomeHgaumnn. CUHAPOM geneunm 22 XxpoMocombl (cmHapom Ouv Meopra (Oun
O>xopoxxn)), 2018r., cTp.16

KnunHunyeckune pekoMmeHgaunm MuHsgpasa Poccnn. CnHapom geneunm 22 XxpomMocoMsbl (cuHgpom v Meopra
(On Oxopaxun)), 2018 r. (1) (2) https://omim.org/entry/188400

7. NMpodmnakTuka (MeanKo-reHeTU4eCckKoe KOHCYJIbTUPpOBaHue)

Bonpoc 9.

[Onsa oueHKn pucka poxxaeHunsa 6onbHoro pebéHka ¢ cmHapomom geneunn 22qll.2 B gaHHOM ceMbe
npoeBoonTb obcnepgoBaHmne obounx pognTtenen

1. NoKa3aHo TOJIbKO NpPX BO3SHUKHOBEHUM NOBTOPHOIO CJy4as poxaeHns pebéHka ¢ CMHAPOMOM
neneuun 22q11.2

@ Heobxoammo metoaom CeHrepa

3. HeuenecoobpasHo, Tak KaK CJly4an criopagunyeckui
4. NokKa3aHO TOJIbKO MPn HaaN4YnUmM PEHOTUNNYECKMX NPU3HaKoB CMHApPOMa geneunn 22q11.2

MpaBunbHbIA OTBET: 2 — Heobxoaumo meToaom CeHrepa

KomMMeHTapuu: Y4nTbiBas, 4TO NPOSBAEHUA CUHAPOMa MuKpoaeneumn 22qll.2 obycnosneHo
ranjioHefoCcTaTOYMHOCTbIO reHa TBX_ 1 , ayTOCOMHO-OAOMWHAHTHOE HacsieloBaHNe COCTOSAHUNA,
00yCNI0BIEHHbIX MyTaLUUAMN B 3TOM reHe, U 3Ha4YNTEeSbHbIN BHYTPUCEMENHbIN KINHUYECKUI NOMMOPdU3M
3TOro CMHAPOMaA, C Lesiblo NOATBEPXAEHNSA MaTOreHHOCTU MyTauum U YCTAaHOBJIEHUS €€ NPOoNCXOXOeHNS
018 nocniefyoLwen OLeHKN reHeTUYeCKOoro pucka B CeEMbe pekomeHayeTcsa obcnenosaHmne obomnx
poaouTenen pebéHka c cuHapoMom geneuunn 22q11.2.

MpoeKT KINHNYeCKnX pekoMmeHgaunin, CAHOPOM fgeneunn 22 XxpoMocomsl (cuHapom An Meopra (Oun
O>xopaxxn)), 2018r., cTp.8

KnnHnyeckne pekomeHgauum MuHsgpasa Poccun. CuHgpom geneunn 22 XxpoMocoMmsl (cnHgpom Oun Feopra
(On Oxopaxxn)), 2018 r. (1)

CtaTba: AHTOHeHKo B.T., KoTnykosa H.l., Ko3nosa 10.0., 3on0TyxuHa T.B.. PekomeHJaumm no BbIABIEHUIO
N BEOEHMIO NaLNEHTOB C CMHAPOMOM feneunn 22q11.2. NMeanatpusa. 2015; 94 4.-C. 63-68.

https://pediatriajournal.ru/files/upload/mags/347/2015_4 4356.pdf
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Bonpoc 10.

B pe3synbTaTe obcnepnosaHua poautenen metogom CeHrepa y matepu pebéHka obHapy>keHa MyTaums
BreHe TBX 1 c.1223delC(p.Ser408fs), 4To nNo3BoaseT OoLeHUTb PUCK MOBTOPHOIO CJy4vas
poxxaeHus pebéHka ¢ cMHapoMoM aeneunn 22qll.2 paBHbIM npoLeHToB

1. 25

@ 50
3. 5
4. 15

MpaBunbHbIN OTBET: 2 — 50

KoMmeHTapuu: Y4nTbiBas, 4TO NPOSBJIEHNSA CUHOPOMa MKpoaeneunmn 22qll.2 obycnosneHo
ranJioHefoCTaTOMHOCTbIO reHa _TBX_ 1, 1 ayTOCOMHO-OOMWHaHTHOE Hac/lefoBaHNe COCTOAHWUN,
06yCNOBNEHHbBIX MyTaLMAMN B 3TOM FeHe, PUCK poXKAeHUsA 601bHOro pebéHka ¢ CMHAPOMOM Aeneunmn
22911.2 cocTtasnsaet 50%.

AHTOHeHKO B.T., KoTnykoBa H.IM., Ko3nosa t0.0., 3o0n0TyxuHa T.B.. PeKkoMeHAaunm No BbISABAEHUIO U
BeZleHMNI0 NauneHToB C CMHAPOMOM fdeneunn 22qll.2. NegunaTtpusa. 2015; 94 4.-C. 63-68.

https://omim.org/entry/188400

depnepasibHble KIMHNYECKME PpeKOMEeHOaunm No OUAarHOCTUKE N NeYEeHNI0 CUHAPOMa aAeneumnn 22-in
XpoMocoMbl y aeten, 2015 r.

OEOEPAJIbHBIE KMTMHUYECKUE PEKOMEHOALIM no anarHOCTUKE 1 Ie4YEHNIO CMHAPOMa Aeneunmn 22 i
Xpomocombl y feTen. ObwecTBeHHasa opraHm3aumsa HaumoHanbHOe 061LecTBO AETCKUX reMaTosI0roB,
OHKosoros; ®rey «®HKL, ArOUN vm. Amntpus Poradesa» MuHsgpasa Poccun, 2015r. (1)

MpoeKT KINHNYeCKnX pekoMmeHgaunin, CAHOpOM fgeneunn 22 XxpoMocomsl (cuHapom Au Meopra (Oun
O>xopaxxn)), 2018r., cTp.22

KnnHn4yeckne pekomeHgauum MuHsgpasa Poccun. CuHgpom geneunn 22 XxpoMocomsl (cnHgpom Oun Meopra
(On Oxopaxxn)), 2018 r. (1)

KomMmeHTapuii: Mpy ayTOCOMHO-AOMUHAHTHOM TuMe HacsiefoBaHus 60/1e3Hb pa3BMBaeTCs NP HaIUYMK
MyTauWiA B reTepo- 1 FOMO3UTOTHOM COCTOSIHUMW. B COOTBETCTBMY C 3TUM Y MOParKEHHOI 0O
POAUTENA-TeTePO3UrOThl PUCK POXXAeHUs BonbHOro pebéHka coctasnseT 50%, ......

FeHeTuKa. Y4yebHuk gns sy3os/lMoa pen. akagem. PAMH B.U. iBaHoBa. - M.: UKL, «AkageMKHUra»,
2006,2007 - 639 c.:un.; cTp. 442, 585

Bonpoc 11.

B KayecTBe NponIaKTUKN PUCKA MOBTOPHOIO poXkaeHus 6osibHoro pebeHka B 06cniefoBaHHON CEMbE
npu HacTynaeHnn 6epeMeHHOCTM MOXKHO PEKOMEHA0BATh NPENMMJIAaHTaLUOHHOE TreHeTUYeCKoe
TeCcTUPOBaHME Ha Hanyme MyTauum B reHe TBX_ 1 1 XpOMOCOMHbIE aHOMaNMK NN

1. HenHBa3MBHOe NpeHaTajibHOe TeCTUpPOoBaHWe niaoaa

2. BCMoMoraTesibHble PenpoayKTMBHbIE TEXHOMOM MK (3KCTPaKopnopasbHOE OMJ0A0TBOPEHME CO
cnepMaTo3omnaaMun gOHOpa)

3. BMOXMMUNYECKUI N YNbTPa3BYKOBOW CKPUHUHI B MEPBOM TPUMECTPE 1, TOJIbKO B Cay4vae
obHapy>XeHns MapkéPOB XPOMOCOMHOM NaTo/IOr UK NA0AA, UHBA3UBHYIO MPeHaTaslbHYo
ONArHOCTUKY Ha Hanu4me myTtaumm B reHe TBX 1

@ BMOXMMUNYECKUI N YNIbTPa3BYKOBOW CKPUHWUHI B MEPBOM TPUMECTPE U MHBA3MBHYIO
npeHaTasbHY0 ANAarHOCTUKY Ha Hanan4me MyTauum B reHe TBX_ _1 1 4acTble XPOMOCOMHbIE
aHoMasinu

MpaBuabHbIK OTBET: 4 — ODUOXMMUUYECKUHA U YIbTPA3BYKOBOW CKPUHUHI B NEepBOM

TPpUMecTpe U UHBA3UBHYIO NpeHaTaJibHYIO AUArHOCTUKY Ha HaJZiuiuve MyTauuum B reHe
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_TBX__1_wm 4yacTble XpOMOCOMHbIE aHOMaJIUuU

KomMeHTapumn: ObHapy>xeHue y MaTepn pebéHka myTaumsa B reHe TBX 1 , aHanorn4yHonm obHapyXxeHHom
MyTauum y pebéHka, n puck poxaeHnsa pebéHka c cmHgpomom geneunmmn 22q11.2 50% (BbICOKMI) ABAAIOTCA
nokasaHueM K NpoBefeHN0 NHBA3NBHOW NpeHaTaslbHOW ANarHOCTUKMN.

KoMmeHTapun:

MpeHaTasibHas (AoponaoBas) AMarHOCTMKA SABASETCA MO CYTU YacTbio TPeTbero 3Tana
MeaNKO-reHeTUYECKOro KOHCY/IbTUPOBAHUA 1 He SBAseTCs 00a3aTesibHOW; NpeacTaBaseT cobon oanH 13
OCHOBHbIX MOAX0/0B, MO3BOSIOLLINX BbISBUTL FEHOTUMbI, ONpeaensioLne BbiCOKMUIA PUCK Pa3BUTUS
3aboneBaHns y byayliero pebéHka, 1 BKJloHaeT KOMMJEKC MeponpuaTuii, HanpaBeHHbIX Ha
npenoTBpalleHne nosssieHns 6osbHoOro pebéHka B cembe.

FeHeTuka. Y4ebHuk ons Bysos/Mon pen. akageMm. PAMH B.U. MiBaHoBa. - M.: UKL, «AkageMKHUra»,
2006,2007 - 639 c.:.un., cTp. 573 - 574

KomMeHTapum:

MpenMnaaHTauNOHHas ANArHOCTUKA SBJISETCS BTOPbIM MNOAX0A40M, MO3BOJIAIOLMM BbISBUTb FEHOTUMbI,
onpegenswoLIne BbICOKMA PUCK pa3BUTUS 3aboneBaHnsa y byayuiero pebéHka.

MNpenMyLecTBOM SiBASETCS OTCYTCTBUE HEOOXOAMMOCTU UCKYCCTBEHHOM O NpepbiBaHns 6epeMeHHOCTN Npu
06Hapy>XeHUN HacneaCTBEHHOW NMaTosornm y amobprioHa.

FeHeTuka. YyebHuk gns By3os/lMoa pen. akagem. PAMH B.U. iBaHoBa. - M.: UKL, «AkageMKHUra»,
2006,2007 - 639 c.:un., cTp. 573 - 577

KoMMeHTapun: BUoxmmMmm4ecknin n ynbTpa3ByKOBOWM CKPUHUHE B | TpMecTpe (NpeHaTaNlbHbIA CKPUHUHT
bepeMeHHbIX | TpuMecTpa), yIbTPa3BYKOBOW CKPUHUHI BO || TpumecTpe - ABnaoTCA obsa3aTenbHbIMU 415
Ka>X 0 XKEeHLLUVHbI MPU HAaCcTynsieHn 6epeMeHHOCTN.

MPUNKA3 oT 20 okTsi6ps 2020 rona N 1130H O6 yTBep)xaeHun Mopsiaka oKa3aHUs MeauLUHCKOM MOMOLLN
Mo Npou "akyLwepcTBo N rmHekosiorna"

8. BapuaTtus

Bonpoc 12.

Ta)Kenbl BpOXXAEHHbIN UMMYyHOoAeUUNT, TpebyloLwwmnin cneymanbHOro Je4yeHns, BCTpe4YaeTcs MeHee
yeM y +__ + npoueHTa/npoueHToB 60MbHbLIX C CMHAPOMOM Aeneunn 22q11.2

1. 10
2. 5
3. 15

@1
MpaBunbHbIX OTBeT: 4 — 1

KOMMeHTapVIVI: ﬂI/ILI,EBbIe aHoMaNMnM B TOM NN UHON CTENEHN BbIPa>XeHHOCTW BbIABNAKTCA NMPakKTU4YeCKnN y
BCEX MALMEHTOB, PYHKLMOHaIbHast HebHaa He0CTaTOYHOCTb, 06yCNoBAMBatOLWAs HOCOBOM OTTEHOK
ronoca - y 6onee 4yem 90% naumeHTOB (MO HEKOTOPLIM ApyruM aBTopam 6onee 70%), Toraa kak BIMC
BCTpevatoTca y 75-80% NpoLEHTOB MaLMeHTOB, @ OCTaJlbHble HapyLLIeHnNs C 4acTOTOM B Anana3oHe 1 - 30 -
40% (TsKEnbI MMMHOAeNUNT - 1% cnyyaes, runeptupeongmnism He 6onee 5%, rmnokaabUMeMns Kak
npaBuao HabngaeTCcs B HEOHaTalbHOM NeEpPUOAE).

AHTOHeHKo B.T"., KoTnykosa H.I., Ko3nosa 0.0., 3on0TyxuHa T.B.. PekomeHAaL M No BbISIBJIEHUIO U
BeZleHNI0 MaLMEHTOB C CMHAPOMOM Aeneunn 22qll.2. NeponaTtpusa. 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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