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Copep>xaHue

HaxxmMuTe Ha 3ada4y, 4Tobbl NnepenTn K Hel. CnpaBa yKa3aHa CTpaHuLa.

0001 O6paTunacbk MaTb pebeHka as9 YTOYHEeHUs AnarHosa y cbiHa. Manbyuk 1,5 roga. 3

0002 Bpaya reHeTnKa npurnacuamn B otToeneHne natosiormm HOBOPOXKAEHHbIX A5 11
KOHCY/bTauunm K pebéHky, nesoyke 10 gHe...
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CutyauuoHHas 3apada 0001 FeHeTuKa

CutyauumoHHas 3apa4a 0001

12 BomnpocoB - [eHeTuKa - Boiclwiee obpa3oBaHme

1. YCJIOBUE CUTYALMUOHHOU 3A0A4YN
1.1. Cutyauus

ObpaTunacbk MaTb pebeHka ona yTOYHEeHUs AmMarHosa y cbiHa. Manbunk 1,5 ropa.

1.2. XKanoObl

Ha oTcTaBaHue B poCcTe U MOTOPHOM 1 PasBUTMU, TYronoABMXHOCTb CyCTaBOB.

1.3. AHaMHe3 3abosieBaHuUA

C poxxaeHuns 3aTpyAHEHHOE HOCOBOE AbiXxaHne. B nepBble Mecsiubl XXN3HWN AMarHOCTUPOBaHa
ancnnasna TazobenpeHHbIX CyCTaBOB, ABYCTOPOHHSA NaxoBas rpbixka. B 1,5 roga - nynoyHas
rpbi>ka. MoTopHoe pa3BuUTUE C 3aeP>XKON: CAMOCTOSATESNIbHO CMAUT C 1 roga, XoAuT C
noanep>xKon. 3agep>xka pocTa.

Ha BTOPOM roay >Xm3sHu nosaBnniacb TyronoaBm>XHoOCTb CyCTaBOB. B 1,5rona
KOHCY/IbTUPOBaH oPpTasibMOSIOrOM, YCTAHOBJIEHO NOMYTHEHME POroBuLlbI.

1.4. AHaAMHe3 >XXU3HHU

Manb4nk oT 2 6epeMeHHOCTH, POAUICS B CPOK, NpWN poXXaeHnn Mmacca 3950r, gavHa 55cmMm.
OueHka no wkane AMNrAP 7/86. Poauncs B yaOBAeTBOPUTENbHOM COCTOSHUN.

eHeanorn4yecknin aHamHes: 6pak He KPOBHOPOACTBEHHbIN, POAOC/IOBHAsA HE OTSArOLLEeHa.
Pooutenu 3pgopoBbl. CTapwmnin 6paTt 10 neT KANHMYECKN 300POB.

1.5. O6beKTUBHbINA CTATyC

PocT 73 cm (MmeHee 3 ueHTens), Bec 11,5 kr (50 ueHTeNb), OKPYKHOCTbL Fos1oBbl 52 cm (bonee
97 ueHTensn). Npybble 4epTbl MMUa (LUMPOKasa NepeHocnLa, rmnonja3na cpeaHen TpeTu
nvua, nyxsble rybbl, NPUOTKPbLITBIN POT, MaKpPOrjoccus), TYronoABMXXHOCTb M KOHTPaKTYpbl
JIOKTEBbIX W KOJIEHHbIX CYCTaBOB, YBEJINYEHNE PAa3MEPOB XXNBOTA, NyNoYHas rpbixa,
yBe/nyYeHne neyveHun (+3 cM n3 nopn kKpasa pebepHon oyrn), OBYCTOPOHHAA NaxoBas rpbixa.

1. AmarHos

Bonpoc 1

Haunbonee BepOSTHLIM MPeArnosiaraeéMbiM KJIMHUYECKUM AMArHO30M B NAaHHOW CUTyaLum
aBnsieTcsa 3aboseBaHne U3 rpynmnsl

1 HapyLlWeHNA MUTOXOHAPMANbHOFO 6€Ta-0KNCIEHNS XKUPHbBIX KUCIOT
2 TJIMKOreHO30B
3 HacneacTBEHHbIX MUONATUN

@ mykononucaxapuposos

MpaBuabHbIA OTBET:

4 - MyKonoJsiucaxapuao3oB
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OBOCHOBAHME

KoMmmeHTapumn: CoyeTaHne KJIMHUYECKUX NMPOosBAEHUIA B BUae rpybbix 4epT nvua,
TYronoABU)XHOCTU CyCTaBOB, 3a[leP>XXKM POCTa, MaKpPOKPaHUN, MOMYTHEHWS POrOBULLbI,
rpbI>XX MO3BOJIAET Bpayy NpeanosioxXnTb MyKOMNOJIMCAaXapuaos 1 sBJISIETCS OCHOBaHUEM
ONs gasbHelwero obcnenoBaHus.

MeToOunyeckne peKoMeHaaumy rno paHHen onarHoCTUKe MyKonoancaapnosos, 2019r.
(cTp. 10-11)

KoMmeHTapuun: OCHOBHbIE KIIMHUYECKIKE NPOSIBJIEHUS: rpybble YepTbl IMLa, YMCTBEHHAS
OTCTaJIOCTb, MOMYTHEHME POroBULLbl, TYFrOMOABUXXHOCTbL CycTaBoB [1-3].

KnnHnyeckne pekoMeHgaumn. Mykononmcaxapunos | Tuna y geten. (1)

2. NMnaH obcnepoBaHus

Bonpoc 2

Onsa yTo4yHeHna gmnarHo3sa, nepsbiM 3TanoMm, Hanbonee yenecoobpasHO NPOBECTU
1 KapuoTUnupoBaHMe
2 unNccnepfoBaHWe CriekTpa aMUHOKMUCAOT MOYM MEeTOoL0M XpoMaTorpadumu
3 unccaegoBaHMeE 3KCKpeuun megm ¢ MoYon
Q uccnepoBaHue aKTUBHOCTHU JIMO30COMHbIX hepMeHTOB (ruaponas)
(5

uccnenoBaHMe 3KCKpPeLumn rmkKo3aMMHOINJIMKOHOB (aepMaTaHcyabdaTta u
renapaHcynbgarta) c Mo4YoM

6 wnccsiegoBaHUe XenyHbIX KUCAO0T MOYYN

MpaBunbHbIEe OTBETHI:
4 - nccnepoBaHMe aKTUBHOCTM JINO3OCOMHbIX (pepMeHTOB (rnaponas)

5 - nccnepoBaHue 3KCKpeLuum rimKo3aMMHOIJIMKOHOB (aepmMmaTtaHcynbgaTta m
renapaHcynbgarta) c Moyon

OBOCHOBAHME

KoMMeHTapuu: nokasaTenm akTUBHOCTU (DEPMEHTOB JIN30COM SABJIAOTCH OCHOBHbIMU
nabopaTtopHbiMu KpuTepuamu MIMC. Y naymneHtos ¢ MIMC | Tnna onpepensertcs
CHM>XXEHMEe aKTUBHOCTU anbda-L-naypoHuaassbl.

KnnHnyeckne pekoMmeHgaumn. Mykononmcaxapnnos | Tuna y geten. (1)

KoMmmeHTapuu: MNaymeHTaM € NOO03PEHNEM Ha MyKOMOJIMCaxapuao3 NepBbiM 3Tarnom
obcnenoBaHNA PEKOMEHA0BAHO MCCIef0BaHNE SKCKpeLn gepMaTaHcyibgaTa 1
renapaHcyfbata C MOYOW. DTN NoKa3aTeNn ABAAKTCA OCHOBHbIMY NabopaTopHbLIM
Kputepuamm Mykononucaxapugosa 1 tuna (MMC 1 Tina): onpenensaeTcsa NoBblLLIEHHbIN
YPOBEHb AepMaTaHcyibdaTa 1 renapaHcyibgaTa B MOYe.

KnnHnyeckne pekoMeHgaumn. Mykononmcaxapnnos | Tuna y geten. (1)
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4. Pe3ynbTaThbl 06CnepoBaHus

4.1. UccnepoBaHue 3KCKpPeLUuUumn NMKO3aMUHOIJIMKOHOB (AepMaTaHcynbdaTta n
renapaHcynbgarta) ¢ MOUYOH

Mo pe3ynbTaTaM 0OAHOMEPHOrO 3JIeKTpogopesa rMKo3aMMHOMINKAHOB BbisiBJIEHA

MOBbILLEHHAs 3KCKpeLumnsa renapaHcyabdaTta n gepmaTtaHcysbdaTta C MOYOWN, YTO XapaKTEPHO
ona MMNC I, Il n VIl Tmnos

4.2. UccnepoBaHue aKTUBHOCTHM JIMO30COMHbIX (pepMeHTOB (ruagponas)

Mo pe3ynbTaTaM NCCNEOO0BaHNS BbISIBJIEHO PE3KOE CHUXXEHMNE aKTUBHOCTU
anb@a-ngyponHnaassl go 0,03 mkM/n/4 (Hopma 1-25 MkM/n/4)

3. AAropmTM MoNeKynsspHO-reHeTU4YecKoro obcnepoBaHua (anarHosa)

Bonpoc 3

onsa YTO4YHEHNA OMNarHO3a Ha BTOPOM 3Tale noka3aHO npoeeneHme
MOJIEKYNNIAPHO-TreHETUHECKOE NccnegoBaHme reHa

1 _GALE_ (OMIM: * 606953)
2 _PAH_ (OMIM: * 612349)
© _IDUA_ (OMIM:* 252800)
4 _GALK1_(OMIM: * 604313)

MpaBunbHbLIN OTBET:

3 - IDUA_ (OMIM:*

OBOCHOBAHME

PebeHKy C KNMHMKO- NabopaTopHbIMU AaHHBIMN MyKOMNJIMCaxapuao3a peKoMeH40BaHOo
rnposefeHne MOJNEKYIIPHO-FreHETUYECKOro UCCIelOBaHUSA: BbiABE€HNEe MyTaLuln B reHe
_IDUA _, kogupytouieM anba-L-naypoHmnaasy.

KnnHnyeckne pekoMmeHgaumn. Mykononmcaxapnnos | Tuna y geten. (1)

6. Pe3ynbTaTbl MOJIEKY/IAPHO-reHeTU4YeCKOro uccsieoBaHus reHa
6.1. IDUA (OMIM:* 252800)

MeToOoOM NPSAMOro aBTOMaTU4YeCKOro CEKBEHUPOBAHUSA NMPOBEAEH MOJIHbIA aHAIN3 reHa
_IDUA_ (OMIM:* 252800; NM_000199.3) B 3k30He 2 reHa _IDUA_ BbIfiBJIEH BapuaHT
HyKneoTugHom nocnegosaTesbHoCcTU €.208C>T (GIN70TER) B rOMO3MIrOTHOM COCTOSHUN.
BapnaHT onncaH Kak naToreHHbln B 6a3e gaHHbIX No MyTaumam HGMD (CM930424).

6.4. PAH (OMIM:* 612349)

N3meHeHunn, B reHe PAH_ He BbiiBNEHO
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4. OnarHos

Bonpoc 4

Ha oCcHOBaHMW NMOJy4eHHbIX pe3ybTaToB KJ'II/IHVIKO-}'Ia60paTOprIX nccnenoBaHumn r|po6aH,u,y
YCTaHOBJIEH ANArHO3

o Mykononucaxapupno3 1 tuna. Cuigpom Nypnep
2 [anakTo3emunsa 1 tuna
3 [nukoreHoBas 6onesHb 1 Tuna

4 Mykonoaucaxapuaos 2 Tuna. CuHApoM XaHTepa

MpaBunbHbLIN OTBET:

1 - Mykonosucaxapupos 1 tuna. CuHppom N'ypnep

OBOCHOBAHMUE

KommeHTapun: OnarHos MIMC | ycTaHaBMBaeTCa Ha OCHOBaHUM COBOKYMHOCTW
KJINHNYECKNX OaHHbIX, pe3ysbTaToB JabopaToOpHOro nccaenoBaHus m
MOJIEKYJIIPHO-FEHETUYECKOro aHan3a.

KnnHnyeckne pekomeHgaumn. Mykononmcaxapngos | Tuna y geten. (1)

8. AnarHos
8.1. Mykononucaxapupo3 1 tTuna. CuHgpom lNypnep

8.2. N'Aanakrosemus 1 Tuna

5. npOd)VIJ'IaKTVIKa (MepukKo-reHeTn4Yeckoe KOHchIbTVIpOBaHVIE)

Bonpoc 5

Tun HacnegoBaHUA Mykonoaucaxapugosa 1 Tuna (OMIM:* 607014)
1 X-cuernsieHHbIN peLecCuBHbIN
2 QayTOCOMHO-OOMWHAHTHbIN
€ ayToCOMHO-peuecCUBHbIH

4 X-cuenneHHbIN 4OMUHAHTHBIN

MpaBunbHbLIA OTBET:

3 - ayTOCOMHO-peLu,ecCUBHbIN

OBOCHOBAHMUE

KnnHnyeckne pekoMmeHgaumn. Mykononmcaxapngos | Tuna y geten. (1)
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Bonpoc 6

Puck noBTOpHOro poxaeHusa 6onbHoro pebéHka ¢ aTum 3abonesaHnem B ob6cnenoBaHHOMN
cemMbe

1 cocTaBnsaeT 50% He3aBMCMMO OT NnoJsa
2 cocTaBnsgeTt 15% He3aBnCcMMoO OT nosa
€) cocraBnsaeTt 25% He3aBMCMMO OT noJsa

4 OTCyTCTBYyeT

MpaBunbHLIN OTBET:

3 - coctaBngaeT 25% He3aBMCUMMO OT noJsa

OBOCHOBAHME
B cnyyYae ayTOCOMHO-peL.eccBHbIX 3aboneBaHnin, peEKYPPEHTHbIN PUCK CoCTaBnsaeT 25%

Mpu ayTOCOMHO-peLeccMBHOM 3a60sIeBaHNN POOAUTENN SBASIOTCA FreTepOo3UrOTHBLIMYU
HOCUTEJNIIMU MYTaHTHOrO reHa

KoMmMeHTapuin: AyTOCOMHO-PELLECCUMBHLIN TUM HacJie40BaHNA XapakTepunlyeTcs
nepepnayen 3aboneBaHnsa OT 340POBbLIX POOUTENEN AETSAM C BEPOSATHOCTbIO 25%

FeHeTuKa. Y4ebHuk gna sysos/log. pea. akagem. PAMH B.W. MiBaHoBa. - M.: UKL
«AKageMkHura», 2006, 2007 - 639 c.:un., cTp. 453, cTp. 455

Bonpoc 7

B naHHOM 6paKe C BbICOKMM puUCKOM Mykononucaxapupgosa |l Tuna

@ pekoMeHAaOBaHO NpoBeAeHUe NpeHaTaIbHOW AWArHOCTUKK NpU
HacCTynJieHuu cnepyiowen 6epeMeHHOCTH

2 [JanbHelllee AeTOPOXKAEHMe NMPOTUBOMNOKa3aHo

3 JdanbHenwee hJeTopoXxgeHne pekoMeHayeTca C UCnoJib30BaHNeEM OOHOPCKUMX
MOM0OBbIX KJIETOK

4 TnpeHaTaJlbHaa AMarHoOCTUKa He NMoKa3aHa

MpaBuNbHbLIA OTBET:

1 - peKOMeHA0BaHO NpoBeAeHue NpeHaTaJIbHOW AVMArHOCTUKMU NpHU
HaCTYNJIeHUU crepylolen 6epeMeHHOCTH

OBOCHOBAHMUE

KomMeHTapuu: NpeHaTasnbHasa AMarHOCTUKa peKoMeHaoBaHa ans ntobon nocnepyoLllen
6epeMeHHOCTN B CEMbAX, OTArOLEHHbLIX XOTS 6bl 0g4HUM ciydaem MICI.

KnnHnyeckne pekoMeHgaumn. Mykononmcaxapnnos | Tuna y geten. (1)
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6. JleyeHue

Bonpoc 8

TpaHCNNaHTauMnm KOCTHOro mosra (TKM) naumeHTaM C MyKomnoamcaxapnaosom 1 tuna
1 He pekoMeHOoBaHa
e peKkoMeHOOBaHa A0 AOCTUXKEHMUA 2-X JIETHero Bo3pacra
3 peKkoMeHoBaHa

4 pekoMeHpoBaHa nocsie 10 neTHero Bo3pacTa

MpaBunbHLIN OTBET:

2 - PeKoOMeHAOBaHa 00 OOoCTUXeHusn 2-X neTHero BO3pacTa

OBOCHOBAHME

KomMeHTapuu: PekoMmeHO0BaHO NpoBefeHne TpaHCnJaHTauum KOCTHOro Mo3ra
nauveHTam ¢ MIMNC 1 ¢ peHoTUnoM Nypnep cMHapoMa 40 OOCTUXKEHUSA BO3pacTa ABYX
net. TKM BefeT K yMEHbLUEHUIO Pa3MepPOB NEYEHU U CeNe3EeHKMN, YYHLLIEHNIO PYHKL NN
OblXaTeslbHON N cepaevYHO-COCyANCTON CUCTEM.

KnnHnyeckne pekoMmeHgaumn. Mykononmcaxapngos | Tuna y geten. (1)

Bonpoc 9

Bcem peTam c MyKkomnoamcaxapnao3om 1 Tuna rnokasaHo npoBeneHne
1 JueTtoTepanun C UCKIIOYEHMEM Ka3eMHCOL4ep KallnX NpoaoyKTOB
2 TpaHCMJaHTauMn NeyeHun
3 TreHHOM Tepanuu

O thbepMeHT3aMecTUTeJSIbHOM Tepanum JlapoHuaga3on M3 pacyerta 100 ELl/kr B
Buge B/B MH(Y3UM eXXeHenesbHO

MpaBunbHbLIN OTBET:

4 - hbepMeHT3aMecTUTEeJSIbHON Tepanum JlJapoHuaason 3 pacyerta 100 ELL/Kr B
Buae B/B UH(PY3UMN eXXxeHepesibHO

OBOCHOBAHME

KoMmMeHTapumn: PeKoMeHA0BaHO npoBefeHne hepMeHTHON 3aMeCTUTEeNbLHON Tepanumn
(®3T). ©3T nposoanTca napoHungason (kog ATX A16ABO05).

KnnHnyeckne pekomeHgaumn. Mykononmcaxapngos | Tuna y geten. (1)

KommeHTapuun: B 1 ma pactBopa cogepxutca 100 EO (npnbnmsntensHo 0,58 mr)
NapoHngasbl. 9TO peKoMbrnHaHTHasa popMa YesioBeyYeckom anbda-L-naypoHnaassl,
Npon3BoAMMas C UCMOJIb30BaHNEM TEXHOIOM M pekoMbrHaHTHOM [HK B KneTo4HoM
KYJbType KNTancKkmx xoma4kos. ®3T npegHa3HavyeHa 419 BOCCTAaHOBIEHNA YPOBHSA
SH3MMaTNYECKON aKTUBHOCTW, LOCTATOYHOr O AJ11 TMAPOIM3a HAKOMIEHHbIX
rIMKO3aMUHOIMIMKaHOB 1 A1 NpefoTBpaLleHns nx gasbHenwero HakonsierHus. Mocne
BBeAEHUA lapoHuaa3a 6bICTPO BbIBOAUTCSA M3 CUCTEMHOIO KPOBOTOKA M MoroLuiaeTcs
KJlIeTKaMu, NoCcTynas B UX JIN30COMbl Yepe3 MaHHO030-6-hocaTHbIe peuenTopsbl.
PekoMeHOOBaHHbIN peXxnM A03UPOoBaHUSA: exxeHeenbHoe BBefeHne B Ao3e 100 EL/Kr B

MedikCase - medikcase.ru cTp. 8
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BuAe B/B MH(Y3nN. (2)

Bonpoc 10
depMeHT 3aMecTUTesSIbHaa Tepannua AeTaM C TpaHCniaHTaunen KocTtHoro Mmosra (TKM)
1 MpOBOAMTCH TOJIbKO A0 NPOBEAEHMS onepaLuunmn

9 npoBoautca Ao TKM u B TeueHum 3-x mecsaueB nocse TKM (po
BOCCTaHOBJIEHMA HOPMaJIbHOrO YPOBHA cOOGCTBEeHHOro pepMeHTa)

3 He npoBoaNTCA

4 TMNpPOTMBOMOKAa3aHa M3-3a BO3MOXHbIX aJIEPruvYecKkmnX peakumm nu pocta aHTUTeEN K
thepMeHTy

MpaBunbHbLIN OTBET:

2 - npoBoautca oo TKM u B TeyeHmm 3-x mecsues nocsie TKM (po
BOCCTAaHOBJIEHUA HOPMAJZIbLHOIo YPOBHSA COOCTBEHHOro (pepMeHTa)

OBOCHOBAHME

KoMMeHTapuun: hepMeHT 3aMeCcTUTESIbHY0 Tepanuio JTapoHNAA30M MOXKHO
NCMoNb30BaTb Nepef TpaHCMJaHTaUMen KOCTHOro Mo3ra, HEMOCPEACTBEHHO MOC/E Hee,
a Tak)Xe nocJsie TpaHCnaaHTaumun.

KnnHnyeckne pekoMeHgaumn. Mykononmcaxapunos | Tuna y geten. (1)

7. BapuaTtus

Bonpoc 11

MauymeHTaM C MyKonosamcaxapuaosom 1 Tmna, peabnnntaumoHHbIE MEPOMPUATUS U
dunsmoTepannsa

1 TroKa3aHbl C 5-neTHero Bo3pacTa

2 MoKa3aHbl NaUuMeHTaM, He MoJlyvatolWmnmM hepMeHT 3aMeCcTUTENIbHYO Tepanuio

3 He NMokKa3aHbl

() nokasaHbl M pa3pabaTbiBalOTCA UHANBUAYANLHO

MpaBunbHbLIA OTBET:

4 - noKa3aHbl U pa3pabaTbiBalOTCA UHAUBUAYAJIBHO

OBOCHOBAHME

KoMmmeHTapuu: MNaymeHTy C Mykonosancaxapmuaosom | Tuna pusnotepanesToM u
Bpa4yoM-JIOK pa3pabaTbiBaeTCa MHANBMAYAIbHbLIN KypC peabunntaynm, BKIKOYaAOLWNNA
Maccax, sie4ebHyto pnskynbTypy, hmnsmoTepaneBTUYECKNE NpoLenypbl
(MarHuToTepanuio, TepMOTEpPanunio, yoapHoO-BOJIHOBYO Tepanuto, MeToa brnonornyeckom
obpaTHOM CBA3U N Apyrue npouenypsbl).

KnnHnyeckne pekoMmeHgaumn. Mykononmcaxapnnos | Tuna y geten. (1)

KomMeHTapuun: PeabunutaumoHHblie Kypcbl (Maccax, JI®OK, dmsmnonpouenypsl,
NCUXO0NOro-rnefgarornyeckas noOMoLLb) XenaTebHO NPOBOANTb B YCJIOBUAX ALHEBHOIMO
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CuTyaumoHHas 3apaya 0001 FeHeTuKa

CTauMoHapa NpPoBOAMTCSA C YacToToM 3-4 pa3a B rof, AJINTENIbHOCTb - ONpenesnseTcs
TSXKECTbIO COCTOSIHUA U OTBETOM Ha NPOBOAUMbIE MeponpuaTus. (2)

Bonpoc 12

MaumeHTam c MyKonosincaxapmnosom 1 Tuna, B TOM 4Yucse nosyvarowmm pepmeHT
3aMeCTUTEeJIbHYIO Tepanuio, CMMNTOMaTUYeCcKas Tepanus

1 roKa3aHa A0 Ha3Ha4YeHUs PEePMEHT 3aMeCcTUTesIbHOW Tepanumn
2 NOKa3aHa TOJIbKO B CTalMOHAPHbIX YCIOBUAX
3 He NnokasaHa

@) nokasaHa

MpaBuAbHLIA OTBET:

4 - noKa3aHa

OBOCHOBAHME

KomMeHTapun: 3abonieBaHne NMeeT MyJIbTUCUCTEMHYIO MPUPOAY U HeobpaTuMble,
nporpeccupytoLne KInHN4Yecke nposiBeHns, 4To obycnoBsMBaeT HeobXoAUMOCTb
HabMOOEeHUSA He TOMBbKO Y3KMMY CreunannctaMmm (0TOpMHOJIAapUHIoIoraMu,
XMpypramu-optornegamMmm, oTasbMoJIOraMu, KapamnoJsoraMu, nyabMOHO0ramMu,
HEeBPOMaTOJIoramMun, CTOMaToJIorammn), Ho U u3noTepaneBTamMu, Joronenamu,
ncmuxoJsioraMm 1 paboTHUKAMU MasINAaTUBHBIX CyX6.

KnnHnyeckne pekoMmeHgaumn. Mykononmcaxapngos | Tuna y geten. (1)
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CutyauuoHHas 3apada 0002 FeHeTuKa

CutyaumoHHas 3apaua 0002

12 BomnpocoB - [eHeTuKa - Boiclwiee obpa3oBaHme

1. YCJIOBUE CUTYALMUOHHOU 3A0A4YN
1.1. Cutyauus

Bpaya reHeTuKa npurnacuam B oTaoesieHne NaTosornm HOBOPOXKAEHHbIX OJ151 KOHCYbTauumn
K pebéHky, aeso4vke 10 gHEN XXN3HW, ONA NCKIOYEHUSA HAacNe4CTBEHHOIN0 XapakTepa
HapyLUeHNN.

1.2. XKanob6bmnl

LLlyMHoe abixaHue, NMonépxmuBaHne npu KOPMJIEHUN.

1.3. AHaMHe3 3aboneBaHunA

BepeMeHHOCTb NpoTeKana B OCHOBHOM 6e3 0coBeHHOCTEN, Ha CPOKe OKOJIO 2-X Hedeslb Y
MaTepu BblS1 PapUHIUT, MPUMEHSANA rekcasmns.

Mocne poxaeHumns Habnopanoch CTpnaopo3Hoe AblXaHWe, BbiCNyLLMUBaCs CUCTOJINYECKNIA
LyM, BbidBJ1€HbI MNKPOaHOMaJIMN N MOPOKN Pa3BNTUA, HTO NMOCITY>KUJIO OCHOBaHMeEM 014
Ha3Ha4eHUNA KOHCY/IbTauln reHeTumka.

1.4. AHAMHe3 >XXU3HHU

PebéHok oT | bepemeHHOCTH, | pofoB Ha cpoke 38 Hepenb Bec npu poxaeHun - 3000 r.,
pocT - 51 cMm, oueHka no wkane Anrap 7/8 6annos. +

CeMelHbIN aHaMHe3 He OTArowWéH HacsieACTBEHHbIMKY 3aboneBaHnsaMU. bpak He
pPOOCTBEHHbLIN. Pogntenn Monoabl U cH4nTatoT cebs 300pOBbIMUK, PAaHEE Y FTEHETUKA He
KOHCY/IbTUPOBAJINCL N He 06CcnenoBanCh.

1.5. O6beKTUBHbIN CcTATyC

Mpn ocMoTpe 06Hapy>KeHbl MUKPOAHOMAJIN PAa3BUTUSA: HU3KO MOCAXXEeHHbIe
nedopMMpPOBaHHbIE YLLIHbIE PAKOBUHbI, AJIMHHAsS CIWHKA HOCA, Y3KWE r1a3Hble Wenu,
OJIVHHbBIE NasibLbl PYK, pacllennHa MArkoro Héba. Cuctonmyeckuii wym. LLlymHoe gbixaHue.
MNMonépxmBaeTcsi NpU COCaHUW.

1. AuarHos

Bonpoc 1

B naHHOW KANHNYECKOWN CNTyaunn cnepnyeT npeanosiaraTtb, HTO aHOMaJIMN Pa3BUTKA,
BblFBJIEHHbIE Y pe6éHKa, ABNAKOTCA CieaACTBUEM

1 TepaToreHHOro BO34eNCTBMS
2 MyTauuum _de novo_
3 COYeTaHHOro AeNCTBUA HEU3BECTHbIX MPUYMH

@) XpPOMOCOMHOIA NaTosIOrum

MpaBunbHbLIN OTBET:

4 - XpOMOCOMHOﬁ naToJsiorum
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OBOCHOBAHME

KomMmeHTapumn: O6bHapy>XeHHble y pebéHKa aedeKT Mex»Kesya04KOBOW Neperopoakm v
nedekT MeXxnpencepnHoOn neperopoakmy SBAAKTCA OAHUMN U3 CaMblX YaCTbIX
BPOXXOEHHBIX MOPOKOB CepALa, Ha AOJ0 KOTOPbIX Npuxoantcs Ao 35-40% cny4vaes BIC
(28,1% »n po 10,3% cooTBeTCcTBEHHO (No bepmaH E., BoraH B.K.,1993); no gpyrum
naHHbIM MM cocTaBnsgeT okono 30% BCcex BPOXKAEHHbLIX MOPOKOB cepaLua). +
Bpo)xAeHHbIe MOPOKN cepaLa BXOOAT B KOMMJIEKC BPOXXAEHHbLIX MOPOKOB Pa3BUTUS Npu
60bLWNHCTBE POPM XPOMOCOMHbIX CUHAPOMOB. YacToTa 1 CNeKTp ux BapnabenbHbl
ha)ke B npefenax ogHon popmbl NaTosnorum. +

CyMMapHas 4acToTa BbISIB/IEHUS XPOMOCOMHbIX abeppauni y XXUBOPOXKAEHHbIX
MJIafeHLEeB C MOPOKaMu cepAlua BapbupyeT oT 5 Ao 13 npoueHTosB. +

Taknum 06pasoM, Han4me NULEBbLIX MUKPOAHOMaINM B COHETAHMNN C BPOXXAEHHbLIM
MOPOKOM CepALa W pacLlesMHONn HEBa NO3BONSET NPEANOIOKNTE XPOMOCOMHYHO
rMaTo0rnio.

BHyTpeHHMe 6onesHun: B 2-x ToMax. Y4ebHuk Mog pea. H.A. MyxuHa, B.C. Mouceesa, A.U.
MapTbiHOBa - 2010. - 1264 c. (1) (2)

KO.M. Benosepos [eTckaa kapanonorus. - M., - «<MEnpecc-uHcpopm», 2004. - 598 c.,
CcTp. 57-58

2. NMnaH obcnepoBaHus

Bonpoc 2

Ons cy>xeHnst o6 bEMa AMArHOCTMYECKOro NMOMCKa B AAaHHOW KJIMHUYECKON CUTyaunmn
HeobXxoOMMO 3aNpPOCUTb pe3ysibTaTbl TAKMX METOLOB KJAMHUYECKo nabopaTopHO n
WHCTPYMEHTAJIbHOW ANArHOCTUKU, KaK

€ Y3MU OpiowHo# NONIOCTN M NoYeK

© 3XO-Kr

3 peHTreHorpadus rpyaHon KneTku

4 KJIMHNYECKUIN aHaJIn3 MoYun

5 HeoHaTaJIbHbIn BUOXUMUYECKNIA CKPUHWUHT

() OSvoxmmmnyeckuit aHaNU3 KPOBU

MpaBusabHbLIE OTBETDI:
1 - Y3/ OploLLHOM NOJIOCTU U NOYEK

2 - 9XO-Kr
6 - OBMOXMMUYECKUN aHAIU3 KPOBMU

OBOCHOBAHME

KomMeHTapun: Y pebEéHKa C MUKPOaHOMaNMAMUN PAa3BUTUSA U BPOXKAEHHBLIM NMOPOKOM
cepALa Nnogo3peBaeTcs B NepPBYO 04epelb XPOMOCOMHAs MaToJiorus, KoTopas, Kak
NnpaBuJIio, COMPOBOXKAAETCH HE TOJIbKO MHOXXECTBEHHbIMU MUKPOAHOMANNAMU, HO U
MHOXXE€CTBEHHbIMWN NMOPOKaMM Pa3BUTMS BHYTPEHHUX OPraHoB.

HacnepctBeHHble 601€3HU: HaLMOHabHOE PYKOBOACTBO / No4 pen. akana. PAMH H.M.
boykoBa, akan. PAMH E.K. T'mHTepa, akag. PAMH B.I. MNy3bipeBa. - M. : T'90TAP-Megna,
2012. - 936 c. (FTnhaBa 22, cTp. 565, 568). ISBN 978-5-9704-2231-1 (1)
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KomMmeHTapumn: CornacHo aHaMHe3sy y pebéHka bbin obHapy>XeH BPOXXAEHHbIN MOPOK
cepaua. O0ns yToOYHEHUS TUMa BPOXKAEHHOI0 MopokKa cepALla HeobxoanMbl faHHble
9XO0-KI', npoBeféHHOro 0o onepaunn. Npu HEKOTOPbIX XPOMOCOMHbIX HapPYLLUEHUNAX
MO>XHO BbIAEINTb ONpenesiéHHbIN CMeKTP Hanboniee xapakKTepHbIX BPOXKAEHHbIX
MOPOKOB cepaLa.

KO.M. Benosepos [eTckaa kapanonorus. - M., - «<ME[npecc-uHcpopm», 2004. - 598 c.,
CcTp. 57-58

KommeHTapuu: Hanbonee 4yacTbiMU CUHAPOMaMK COMPOBOXKAAOLLUNMUNCS BPOXKOAEHHbBIMU
rnopokamu cepgua sBnA0TCa cMHapombl OJayHa (1:500-700), cuHaopom geneunn 22q11.2
(1:4000) n cuHapom Bunbsamca (1:7500 - 10000). NocnegHmne gBa cuHApoMa
XapaKTepusyTca cneundurnyecknm HapyLieHnem obMeHa KanbLmna: Npyu CMHAPOME
Bunbamca - runepkanbunemMms, npu cnHapome geneunn 22q1l1.2 (B 7.4. cuHapome n
I>XKOpAXKn) - TMMnoKasbLMeMuns, 4TO MOXKHO MCMNOJIb30BaTb B Ka4YecTBe
anddepeHUnanbHON ONAarHOCTUKKU. TakXXe HapylweHne obMeHa KalbLunsa B COHETaHUM C
MUKPOAHOMaIMAMN U BPOXKAEHHBLIM MOPOKOM CepALa ABNAETCHA NOKasaHWeEM a4
NCKJTIOYEHNS COOTBETCTBYIOLLEr0 CUHAPOMa MONEKYJIAPHO-LUTOreHeTUYECKNMN
MeTohaMu.

®depepasibHble KJIMHUYECKUe peKoMeH4aummy no AnarHoCTUKe 1 ie4eHnto CuHapomMa
Bunbsamca, 2017, Snugemunonorus, cTp. 3

OEOEPAJIbHBIE KIIMHNYECKWE PEKOMEHOAUWW MO ANATHOCTUKE U NIEYHEHUIO CUHOPOMA
BWJIbAMCA. 2017 r.

depepalibHble KIIMHUYECKME PEKOMEHAALNM MO AUATHOCTUKE N JIEYEHUIO CUHAPOMA
neneunn 22-n XxpoMocombl y geten, 2015 r.

OEOEPAJIbHBIE KTMHUYECKWE PEKOMEHOALIM/ no AnarHOCTUKE N Ie4YEeHUI0 CUHAPOMa Aeneunm
22 n XpoMoCOMbl ¥y feTeln. ObuiecTBeHHas opraHm3aums HaumoHanbHoe obLecTBO AeTCKUX
reMaTosioroB, oHko0ros; ®rey «®HKL, OO um. OMntpusa Poravyesa» Munsgpasa Poccum, 2015r.
(1)

[MpoeKT KNNHNYeCKnx pekoMmeHgaunn. CuHApPOM geneunm 22 XpoMoCoMbl (CMHApoOM [un
Feopra (Ov O>xopgxxwu)), 2018r., cTp.10-11

KnnHnyeckne pekoMmeHnaumm MuHsgpasa Poccun. CnHOpoOM geneunm 22 XpoMocoMmbl (cuHgpom Oun
Feopra (Own Oxopaxn)), 2018 r. (1)

KommeHTapuu: NMonynaumoHHasa YyactoTa: 1:10000

Ko3noea C.U., emukoBa H.C. HacnencTBeHHble CUHOPOMbI U MEOUNKO-FEHETUYECKOoe
KOHCY/IbTMpOBaHMe: ATnac-CnpaBoYHMK. 3-e n3fa., nepepab. n gonosH. M.:T-BO Hay4HbIX
n3paHum KMK; ABTopckas akagemmnsa.2007. 448 c., 236 un. - c.54-55;

https://omim.org/clinicalSynopsis/194050

https://omim.org/clinicalSynopsis/188400

4. Pe3synbTatbl 06CcnepoBaHus

4.1. 3XO-KrIr

IXO-KT': pedekT Mexxxenyngo4koBon Nneperoponkun, gedekT MexxnpencepnHowm
neperopoakmu.

4.2. BUOXMMUYECKMA aHAJNIN3 KPOBU

Bce nokasaTenn B npepenax pedepeHcHbIX 3Ha4YeHNN
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CuTyauuoHHas 3apaya 0002 FeHeTuKa

4.3. Y3/ OpiloluHOM NONOCTU U NOYeK

HaHHbIX 3@ HA/IM4YNE MUKPOAHOMaNNN 1 NMOPOKOB Pa3BUTUS BHYTPEHHUX OPraHoB He
obHapy»XeHo

4.4. HeoHaTaNbHbIA OMOXUMUYECKUN CKPUHUHT

be3 natonorumn

4.5. KIMHU4YeCcKM#” aHaJZIM3 MO4YM

be3 naTosorumn

3. AnropuTM MOJNIeKyJIApHO-reHeTu4Yeckoro obcnepnoBaHusa (aumarHosa)

Bonpoc 3

B noaobHbIX KNMHNYECKNX CNTyaunmax gna NCKJan4YeHuns XpOMOCOMHOVI naTonormnm B nepByto
o4yepeab Ha3Ha4datloT

1 CeKBEeHWPOBaHMEe 3K30Ma
@ cTaHpapTHOe uMTOreHeTMYECKOe UccnepoBaHue
3 MHorouBeTHbIn FISH-aHann3 (mFISH)

4 CpaBHUTEJIbHYIO FT€HOMHYO rMbpuan3aumnio

MpaBunbHbLIA OTBET:

2 - CTaHpApPTHOE LUTOreHeTUu4YeckKoe uccnenoBaHue

OBOCHOBAHME

KoMmmeHTapun: KnnHnvyeckmne nokasaHus gas nocTHaTalbHOMO NCCAen0BaHUS
KOHCTUTYTMBHOIO KapmnoTuna (nepudgepunyeckas KpoBb, dnbpobdbnacTbl)

Y naumeHTa:

e MHOXeCTBEeHHblIe BPOXKLEHHbIE MOPOKU Pa3BUTUA

* MHO>XeCTBEeHHble MUKPOaAHOMaNnu pa3BuUTnS

* Hu3Knm BeC npu poXxxaeHumn

* YMCTBEHHas OTCTaJIoCTb, OTCTaBaHMe B MCMXOMOTOPHOM Pa3BUTUN

* Bblpa)KeHHbl€ OTKJIOHEHNSA B POCTE (HU3KNIA POCT, BbICOKUI POCT) U pa3Mepax
roJsoBbl (MMkpouedanms, Makpouedanns)

e OTCTaBaHue B (h3MYECKOM U MOJIOBOM Pa3BUTUM

Ky3HeuoBa T.B., LLinnosa H.B., Teoporosa M.I'., Xap4yeHko T.B., Jlebenes N.H.,
AHTOHeHKO B.I. MpakTnyeckme pekoMmeHaaumm rno obecnevyeHnto Ka4yecTBa u
HafeXHOCTW LMTOreHeTNYeCKnX nccnenosaHu. MeaunumHckasa reHetuka 2019;
18(5): 3-27 (cTp. 23).

KOMMeHTapVIVIZ ...OCHOBHbI€ NMOKa3aHWA Onsa npoeeneHMsA LUNTOreHeTn4yeckom
ONAarHOCTUKMU.........

e CyuwiecTtBoBaHue y pebéHKa MHOXXEeCTBEHHbIX BPOXKAEHHbIX MOPOKOB Pa3BUTUS.
* 3a4ep>XKa YMCTBEHHOI0 1 PU3NYECKOro pa3BuTumsa pebeHka;

* [Mopo3peHve Ha XPOMOCOMHYIO 60n1e3Hb Ha OCHOBAHWUN KJIMHNYECKUX CUMIMTOMOB.
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HacnepnctBeHHble 601€3HU: HALMOHaIbHOE PYKOBOACTBO / nog pen. akaa. PAMH H.M.
BboykoBa, akan. PAMH E.K. N'mHTepa, akan. PAMH B.I. lNy3bipeBa. - M. : T'0TAP-Megna,
2012.-936 c. (FTnhaBa 17. cTp. 453). ISBN 978-5-9704-2231-1 (1)

6. PesynbTaTbl 06CnepoBaHun
6.1. CtaHpapTHOe uuTOreHeTu4YecKoe uccsepoBsaHue

KapuoTtun: 46,XX

6.3. MHorouBeTHbi FISH-ananuns (mFISH)

KapuoTtun: 46,XX, XpOMOCOMHbIE NEPECTPONKN HE OBHapy>KeHbl

4. OnarHos

Bonpoc 4

Ha ocHoBe faHHbIX 00 bEKTUBHOMO CTaTyCa 1 pe3ybTaToB NpoBeaéHHoro obcnenosaHmns
MO>XHO CAesniaTb BbIBO, HYTO

1 MOHOreHHas 3TUOoJIornsa noaTBepXOeHa
2 MynbTUgakTopuasbHasa 3TUOJIOrUA NOATBEPKAEHA
3 XPOMOCOMHasf 3TUOJOIrNsa NCKJIOYEHa

() XPOMOCOMHas 3TUOJIONUA He UCKJIIOYEHa

MpaBuAbHLIA OTBET:

4 - XpOMOCOMHAA 3TUOJIONMA He UCKJIIDUYEeHa

OBOCHOBAHME

KoMmmeHTapun: CTaHOapTHOE LUTOreHeTUYeCKoe nccaenoBaHne obecneympaeT
3(h(PEKTUBHYIO ANArHOCTUKY HYNCJIOBbIX @aHOMaJIMIA XPOMOCOM U psiga CTPYKTYPHbIX
abeppauunin. OgHaKo MeTO He MO3BOJISET OMNPenesaTb MPOMCXOXKAEHNE MAaPKEPHbIX U
CBEPXYMCNEHHbIX XPOMOCOM B KapuoTune, MAEHTUPOULMPOBATb CI0XKHbIE XPOMOCOMHbIE
TPaHC/0KaLMK, a TakXXe AMarHoOCTMPOBaTb MUKPOLENELMIOHHbIE U
MUKPOAYMIVNKALWNOHHbIE CUHAPOMbI. 9TO 06YC/IOBJIEHO pa3peLlatoLlell BOSMOXXHOCTbIO
CBETOBOW MUKPOCKOMMN: CTaHAAPTHOE LINTOreHETUYECKOE NCCIeA0BaHME MO3BOISET
noeHTnpuymnpoBaTb 250-400 cermeHToB (63HO0B) Ha ranJIOMAHbLIA FEHOM.
CooTBeTcTBeHHO 1 63HA BKAtOYaeT 5-10 MJIH.M.0., @ MUKPOLENELINOHHbIE U
MUKPOAYMINKALWNOHHbIE CUHAPOMbI KaK NMpaBusio 06yCloBNEHbI
neneunen/oynankaumen pasmMep KOTopon MeHee 5 MJH.M.o.

HacnepnctBeHHble 601€3HU: HaLKMOHaIbHOE PYKOBOACTBO / nog pen. akaa. PAMH H.M.
BboykoBa, akan. PAMH E.K. N'mHTepa, akan. PAMH B.I. lNy3bipeBa. - M. : T'0TAP-Megna,
2012.-936 c. (FTnhaBa 17, cTp. 458, 568). ISBN 978-5-9704-2231-1 (1)
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5. ANroputMm MoNeKynsipHO-reHeTu4eckoro obcnepsosaHusa (aumarHosa)

Bonpoc 5

Ha cnepytouwem atane gnarHoCTU4eCKoro noncka Hanbonee nenecoobpasHo Ha3HaAYMTb
1 MHOrouBeTHOe cerMeHTupoBaHue xpomocoMm (MBAND)
2 CnekTpaJibHoe KapmoTunmpoBaHue (SKY)
3 CEeKBEHMPOBaHWE 3K30Ma

@) XPOMOCOMHBLIH MUKPOMATPUUHBLIA aHanus (array-CGH)

MpaBunbHLIN OTBET:

4 - XpOMOCOMHbIA MUKPOMaTPUUYHbIA aHanu3 (array-CGH)

OBOCHOBAHME

KoMmMeHTapum: XpoMOCOMHasa 3TUOIOrnsa paga ANCMoppPunYeCckux HapyLLueHUn 1 NMopoKoB
pa3BUTUSA CBSA3aHA CO CKPbITbIMU XPOMOCOMHbLIMU MepecTporkaMun, Hanpumep, ¢
CybXpOMOCOMHbIMU Aeneumnsmm, Kotopble 06bIYHO He 0BHapyXMBAIOT NPU CTaHAAPTHOM
LUNTOreHeTMYECKOM MccnenoBaHun. Bce st Tunbl XpOMOCOMHbIX abeppaunii MOXXHO
ONarHoCTUpoBaTh NMpu ncnosb3oBaHnm CGH, ocobeHHO Ha NaaTdopMe MUKPOYMMOB.

HacnenctBeHHble 60/1€3HM: HaLMOHalbHOE PYKOBOACTBO / oA pen. akag. PAMH H.IM.
boykoBa, akan. PAMH E.K. T'mHTepa, akag. PAMH B.I. MNy3bipeBa. - M. : T'90TAP-Megna,
2012.-936 c. (ThaBa 17, cTp. 474). ISBN 978-5-9704-2231-1 (1)

Bonpoc 6

YunTeiBasA pesynbTaThl NpoBeAEHHOro ob6cnenoBaHNA N XapaKTep HapyLweHun,
obHapy>XeHHbIX y pebéHka, Hanbonee oXXKMaaembiM pe3yibTaTOM XPOMOCOMHOIO
MMWKPOMATPUYHOrO aHasn3a ABnseTcs

@ arr[hg19] 22¢11.21g11.21(18894865-21808980)x1
2 arr[hgl9] 22911.21911.21(18894865-21808980)x3
3 arr[hgl9] 79q11.23911.23(72744454-74142513)x1

4 HecbanaHCMPOBAHHbLIE XPOMOCOMHbIE NMEPEeCTPONKN He 0BHapPYXeHb!

MpaBunbHbLIA OTBET:

1 - arr[hg19] 2211.21911.21(18894865-21808980)x1

OBOCHOBAHMUE

KommeHTapuu: Hanbonee 4acTbiMU CMHAPOMaMM COMPOBOXKAAKLLUNMUNCSA BPOXKOEHHbLIMU
rnopokaMu ceppua SBAAITCA cMHApPoMbl OayHa (1:500-700), cmHapom geneunn 22q11.2
(1:4000) n cuHapom Bunbsamca (1:7500 - 10000). CoveTaHMe BPOXKAEHHOIO MOPOKa
cepAla C XapaKTEPHbIMU MUKPOAHOMAJIMAMUN N aHOMAIMSMM PA3BUTUS NHbIX OPraHOB 1
CUCTEM SIBJISETCA NOKa3aHMeM A1 UCKJII0YEeHNS COOTBETCTBYIOLLEro CMHAPOMa
MOIEKYJIIPHO-LIUTOreHETUYECKMN MEeTOAaMU.

depepasibHble KJIMHNYECKME peKOMeHAALUMN MO ANAarHOCTUKE U JIe4eHU0 CMHApOMa
Bunbsamca, 2017, Snugemmonorus, cTp. 3

OEOEPAJIbHBIE KITMHUYECKWUE PEKOMEHOAUWW MO OANATHOCTUKE U IEYHEHUKO CUHOPOMA
BUJIbAMCA. 2017 r.

MedikCase - medikcase.ru cTp. 16


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/vilyamsa/
https://library.mededtech.ru/rest/documents/vilyamsa/

CuTyauuoHHas 3apaya 0002 leHeTuKa

depnepasibHble KJIMHNYECKME PEKOMEHAALMN MO ANAarHOCTUKE U JIeYeHU0 CMHAPOMa
neneunun 22-n xpoMocombl y geten, 2015 r.

OELEPAJIbHBIE KNIMHUYECKNE PEKOMEHOALMW no gnarHoCTUKe v Ie4eHUto CMHAPOMa geneunmn
22 11 XpOMOCOMbI Yy peTen. ObuiecTBeHHas opraHusauma HaunmoHanbHoe 06LLLEeCTBO AETCKUX
remMaTosioros, oHkosoros; ®rby «®HKL, OrON nm. Omutpua PoravyeBa» MuHsgpasa Poccum, 2015r.
(1)

MpoeKT KINHNYEeCKNX pekoMeHdauunin. CAHOPOM Aeneuunm 22 XpoMocombl (CMHApoM [n
Feopra (An Oxxopaxxu)), 2018r., cTp.10-11

KnnHnyeckne pekoMmeHgaumm MuHigpasa Poccun. CuHOPOM fgeneunn 22 XpoMocoMbl (cnHapom Oun
Feopra (Ow Oxopaxwn)), 2018 r.

Ko3noea C.WU., emukoBa H.C. HacnencTtBeHHble CUHOPOMbI U MEeOUNKO-FeHeTu4YecKoe
KOHCYJ/IbTMPOBaHMe: ATNac-CnpaBoYHMK. 3-e n3fa., nepepab. n gonosaH. M.:T-BO Hay4HbIX
n3paHum KMK; ABTopckas akagemmnsa.2007, 448 c., 236 nn. - ¢.54-55;

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

KommeHTapuu: Y 85-90% npoueHToB 60J1bHbIX C CUHAPOMOM Aeneunn 22911.2
BbISABNSAIOT Aesielnto NPOTAXKEHHOCTbIO 0Kos10 3Mb; y 8% - 1,5 M6,y 2% - 2 Mb.

depepalibHble KIIMHUYECKME PEKOMEHAALNM MO AUATHOCTUKE N JIEYEHUIO CUHAPOMA
neneunn 22-n XxpoMocombl y geten, 2015 r.

OEOEPAJIbHBIE KTMHUYECKWE PEKOMEHOALIM/ no AnarHOCTUKE N Ie4YEeHUI0 CUHAPOMa Aeneunm
22 n XpoMoCOMbl y feTel. ObuiecTBeHHas opraHm3aums HaumoHanbHoe obLecTBO AeTCKUX
reMaTosioroB, oHko0ros; ®rey «®HKL, OO um. OMntpusa Poravyesa» MuHsgpasa Poccum, 2015r.
(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 KINHNYEeCKNX pekoMeHdaumnn. CAHOPOM geneumnm 22 XxpoMocombl (CMHApoM [un
Feopra (Ow Oxxopaxxu)), 2018r., cTp.8

KnnHnyeckne pekoMmeHgaumm MuHsgpasa Poccun. CnHOPOM fgeneunm 22 XpoMocoMbl (cuHapom Oun
Feopra (Own Oxopaxwn)), 2018 r. (1)

HacnepnctBeHHble 601€3HU: HAaLKMOHaIbHOE PYKOBOACTBO / noA pen. akaa. PAMH H.M.
boykoBa, akagn. PAMH E.K. TmHTepa, akag. PAMH B.I1. MNy3bipeBa. - M. : T0TAP-Meana,
2012. - 936 c. (FTnaBa 17, puc. 22-35). ISBN 978-5-9704-2231-1 (1)
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Bonpoc 7

B pe3y/sibTaTe XpOMOCOMHOI0 MUKPOMaTPUYHOr0 aHaNn3a HecbanaHCMPOBaHHbIE
XPOMOCOMHbIE HAPYLUEHUS He BbIsIB/IEHbI, YTO MO3BOJISIET CAENAaTh BbIBOA O

1 HeobxoammocTu ob6csieloBaHNA METOL0M MOJIHOIK30MHOIM0 CEKBEHMPOBAHMS
2 HeuenecoobpasHOCTM NPOAO/IKEHMUSA AasbHenwero obcnenoBaHns

3 HeobXxoAMMOCTK MOATBEPXKAEHNS pe3y/ibTaTOB XPOMOCOMHOI0 MUKPOMAaTPUYHOro
aHanumsa c nokyc-cneunduydeckumun OHK-30HOamm Ha pervoHbl 22911.2, 7911.23,
10p13-pl4, 11g23-ter, 11p13, 4921

o HeobXxoAMMOCTHU UCCNIen0BaHUA NocsienoBaTesibHOCTUM reHa TBX 1
MeTOo40M NPSAMOro ceKkBeHuposaHus no CeHrepy

MpaBunbHLIN OTBET:

4 - He0oOXOAMMOCTU UCCNIeaoBaHUA NocsiefoBaTesIbHOCTU reHa _TBX_ 1
MEeTOAOM NPSAMOro ceKBeHMposaHusa no CeHrepy

OBOCHOBAHME

KomMmeHTapum:

Fen TBX_ 1 (a MMEHHO ero rarjioHefoCTaTOYHOCTb) UTPaeT OCHOBHYIO POJib B
opMUpoOBaHMUM heHoTUMNa NaumMeHToB C CMHAPOMOM Jeseunn 21qll.2.

MauneHTaM C oTpuuaTesbHbIM pe3ysibTaTOM MNPy UCMNOJIb30BaHUN METOA0B
FISH-rubpmnamnsaumm, XxpoMOCOMHOIr0 MUKPOMaTPUYHOr0 aHanm3a (XMA) nnn
CpaBHUTENbHOW reHoMHOoU rmbpunansaumnm (aCGH) c uensto BepucmnKaumnm
reHeTNn4YecKoro gedekra nokasaHo nccaefoBaHmne nocsefoBaTeNbHOCTU reHa TBX
1 meTonOM NPSAMOro CeKBeHMpoBaHUa no CeHrepy.

[eH BktO4aeT 13 3KOHOB, YTO NMO3BOJISET €ro NccaefoBaTb Kak MeTo40M NPsMOro
cekBeHupoBaHMsa No CeHrepy C Lesiblo NoMCKa TOYKOBbIX MyTauuin, Tak u metogom MLPA
C Lefblo MONCKa Aeneumnn n Aynjnkauum B 35TOM FreHe.

depepalibHble KJIMHNYECKME peKOMeHAaUNK Mo ANAarHOCTUKE U JIeHYEHUIO CUHAPOMa
heneuunun 22-n xpoMocombl y aeten, 2015 r.

OELOEPAJIbHBIE KIIMHUWYECKNE PEKOMEHOALUWW no gonarHocTuke v ie4eHnto CMHApoMa geneumnmn
22 n XpoMocoMbl y feTeln. ObuiecTBeHHas opraHm3aums HaunmoHanbHoe obLecTBO A4eTCKUX
remMaTosioroB, oHkooros; Proy «®HKL, OO um. OMntpursa Poravyesa» MuHsgpasa Poccum, 2015r.
(1)

MpoeKT KNNHNYECKNUX pekoMeHgauun. CUHApPOM aeneunm 22 XpoMoCoMbl (CMHApoM [un
Feopra (Ov Oxxopaxxwu)), 2018r., cTp.16

KnunHnyeckne pekoMmeHnaumm MuHsgpasa Poccun. CnHopom geneunm 22 XpoMocoMmbl (cuHapom Oun
Feopra (OAwn Oxopaxn)), 2018 r. (1)

https://omim.org/entry/188400
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6. lmarHos

Bonpoc 8

B pesynbTaTe cekBeHupoBaHUa reHa TBX 1 y pebéHka obHapyXeHa paHee onmncaHHas
naToreHHaa myTaumsa c.1223delC(p.Ser408fs), 4To no3sonseTt

1 WCKJIIOYUTbL AMarHo3 cCMHApoOMm aeneunn 22ql1.2
2 TrOCTaBUTb AMArHO3 CMHAPOM Aynankaumm 22q11.2
9 NnoCcTaBUTb AMarHo3 CUHAPOM aesieuum 22qll.2

4 NOCTaBUTb AMarHo3 cuHApom geneuun 7qll.23

MpaBunbHbLIN OTBET:

3 - nocTaBUTb AUArHo3 CUHAPOM geneuum 22ql1.2

OBOCHOBAHMUE

KoMmMmeHTapuu:

Fen TBX_ 1 (a MMEHHO ero ranjoHefoCTaTOYHOCTb) UTPaeT OCHOBHYIO pPOJib B
hopmMmpoBaHun heHoTuNa NaLneHToB C CUMHAPOMOM Aeneunn 21911.2.

MaymeHTam C oTpuLaTeNbHbIM PE3Y/IbTAaTOM MPU UCMOJIb30BAHUN METOL0B
FISH-rnbpunansaumnm, XpOMOCOMHOr0 MUKPOMaTPUYHOro aHanmsa (XMA) nau
CpaBHUTENbHOW reHoMHon rmbpunamnsauymm (aCGH) ¢ uenbto Bepndukaumnm
reHeTn4eckoro feekrta NokasaHo NccaenoBaHmne nocsiefoBaTeNbHOCTN reHa TBX
1 meTomoMm npsiMOro cekBeHmpoBaHus rno CeHrepy.

["eH BKlOYaeT 13 3KOHOB, YTO MO3BOJIAET €ro uccsiefoBaTb Kak METO40M MPsAMOro
cekBeHnpoBaHMs No CeHrepy C Lesiblo NoMCKa TOYKOBbIX MyTaLuini, Tak u metogom MLPA
C Lles1bio MOUCKa geneunin n oynankaunum B 3TOM reHe.

PepepalibHble KIVHUYECKME PEKOMEHAALNM MO ANATHOCTUKE N JIEYEHMIO CUHAPOMA
neneunn 22-n xpoMocombl y geten, 2015 r.

OEOEPAJIbHBIE KIIMHUWYECKNE PEKOMEHOALIMN no gnarHoCTUKE 1 Ie4eHUto CMHAPOMa fgeneunmn
22 11 XpOMOCOMbI Yy feTen. ObuiecTBeHHas opraHusauma HaunoHanbHoe 06LLecTBO ETCKUX
remMaTosioros, oHkosoros; ®rby «®HKL OO nm. Omutpua PoravyeBa» MunHsgpasa Poccum, 2015r.

(1)

MpoeKT KIANHNYEeCKUX pekoMeHdauunn. CAHOPOM geneumnm 22 XpoMocombl (CMHApoM [n
Feopra (Av Oxxopaxxu)), 2018r., cTp.16

KnnHnyeckne pekomeHgaumm MuHigpasa Poccun. CnHOPOM fgeneunm 22 XpoMocoMmbl (cnHgpom Oun
Feopra (Ow Oxopaxwu)), 2018 r. (1) (2)

https://omim.org/entry/188400
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7. NpodumnakTuka (MeauKo-reHeTU4ECKOe KOHCYJibTUpoBaHue)

Bonpoc 9

Ons oueHKn pucka poxaeHus 6onbHoro pebéHka ¢ cMHApoMoM geneunn 22q11.2 B faHHOM
ceMbe NpoBOAUTbL 0b6CcnefoBaHue obonx poamTenen

1 TrOKa3aHO TOJIbKO Npu BO3SHUKHOBEHMM MOBTOPHOIO CJly4as poXaeHunsa pebéHka c
cnHgpomoMm geneumnn 22qll.2

€@ Heobxopnumo meTopom CeHrepa
3 HeuenecoobpasHo, Tak Kak C/y4aln cnopagnyeckui

4 T[OKa3aHO TOJIbKO npm Haan4dmn q:)EHOTI/II'IVI‘-IeCKI/IX NMpn3HakKoB CMHAPOMa aAeneunn
22q11.2

MpaBuNbHbLIA OTBET:

2 - Heobxogumo metTogomM CeHrepa

OBOCHOBAHME

KomMmMeHTapuu: Y4nTbiBas, 4TO NPOSABIEHMS CUHAPOMa MUKpoaeneunm 22911.2
00yCNOB/IEHO ranJloHeAOCTAaTOYHOCTbLIO reHa TBX 1 , ayTOCOMHO-AOMUHAHTHOE
Hac/ieoBaHNe COCTOAHMIN, 06YCNOBIEHHbIX MyTaLUAMU B 3TOM reHe, 1 3Ha4YUTEesbHbIN
BHYTPUCEMEWNHbIN KITMHUYECKUIA NOANMOPRN3M 3TOro CMHAPOMA, C LeNblo
NOATBEPXXAEHUA MATOr€HHOCTN MyTaLNN U YCTaHOBNEHNS €€ MPOUCXOXXAEHNS A5
nocaenytoLlen oLueHKN reHeTUYeCKoro pucka B CEMbe pekomeHayeTca obcnenosaHue
obounx poantenen pebéHka c cMHapoMoM geneunn 22qll.2.

MpoeKT KNNHNYECKNX pekoMeHgauun. CUHApPoOM aeneunm 22 XpoMoCoMbl (CMHOpoM [un
Feopra (On O>xopaxxwu)), 2018r., cTp.8

KnnHnyeckne pekoMmeHnaumm MuHsgpasa Poccun. CnHopom geneunm 22 XxpoMocoMmbl (cuHgpom Oun
Feopra (OAwn Oxopaxn)), 2018 r. (1)

CtaTbsa: AHTOHeHKo B.I., KoTnykosa H.I1., Kosnosa HO.0., 3o0n0TyxuHa T.B..
PekomeHgaLmMM No BbISABJEHUIO N BEAEHUIO NALNEHTOB C CMHAPOMOM geneunn 22q11.2.
Mepnatpua. 2015; 94 4.-C. 63-68.

https://pediatriajournal.ru/files/upload/mags/347/2015 4 4356.pdf

Bonpoc 10

B pe3ynbTaTe obcnenoBaHus poautenen metogoMm CeHrepa y MaTepun pebéHka obHapy>xeHa
MyTaumnsa B reHe TBX 1 c¢.1223delC(p.Ser408fs), 4To No3BoNASET OLLEHUTb PUCK
MOBTOPHOrO c/ay4as poxaeHus pebéHka ¢ cmHapoMom geneunn 22qll.2 pagHbiIM
MpoLeHTOoB

1 25
© 50
3 5

4 15

MpaBunbHbLIN OTBET:

2-50
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OBOCHOBAHME

KoMmeHTapun: Y4nuTbiBasd, 4TO NPOSABAEHNS CUHOPOMa MUKpoaeneunn 22qll.2
obycnoBsieHoO ranioHefoCTaToO4YHOCTbIO reHa _TBX_ 1, 1 ayTOCOMHO-OOMUHaHTHOE
HacsefoBaHWe COCTOAHUI, 00YCNOBIEHHBIX MYTALUSAMUN B 3TOM reHe, PUCK POXXOEHUS
60nbHOro pebéHka c cuHgpomom geneuunn 22qll.2 coctasnaet 50%.

AHTOHeHKO B.I'., KoTnykoBa H.I1., Ko3nosa K0.0., 3onoTyxuHa T.B.. PekomeHgauunm no
BbISIBJIEHUIO N BEOEHWUIO NauueHTOoB C CUHOPOMOM geneunn 22911.2. Negunatpusa. 2015;
94 4.-C. 63-68.

https://omim.org/entry/188400

dPepepalibHble KIMHUYECKE PEKOMEHAaLMN Mo ANAarHOCTUKE U JIeYEHUIO CMHAPOMA
neneumm 22-m XpoMocomsl y geten, 2015 r.

OELEPAJIbHBIE KINIMHUWYECKNE PEKOMEHOALMW no gnarHoCTUKe 1 Ie4eHUto CMHAPOMa fgeneunmn
22 11 XpOMOCOMbI Yy aeTen. ObuecTBeHHas opraHusauma HaunoHanbHoe 06LLecTBO 4ETCKUX
remMaTosioros, oHkosoros; ®rby «®HKL, ArON nm. OmuTtpua PoraveBa» MuHigpasa Poccum, 2015r.
(1)

MpoeKT KINHNYEeCKNX pekoMeHdaumnn. CAHOPOM geneumnm 22 XxpoMocombl (CMHApoM [u
Feopra (Aw Oxxopaxxwu)), 2018r., cTp.22

KnnHnyeckne pekoMmeHgaumm MuHsgpasa Poccun. CUHOPOM fgeneunm 22 XpoMocoMbl (cuHapom Oun
Feopra (Own Oxopaxwn)), 2018 r. (1)

KommeHTapuii: Mpu ayTOCOMHO-AOMUHAHTHOM TuMe HacsienoBaHus 6osie3Hb
pa3BMBAETCS NPU HANMYUN MyTaLWUA B reTepo- 1 FOMO3UIOTHOM COCTOSIHMW. B
COOTBETCTBUN C 3TUM Y MNOPa>KEHHOr0 POAUTENSA-TE€TEPO3UrOThl PUCK POXKIAEHUS
6onbHOro pebénka coctasnaet 50%, ......

FeHeTuka. YuebHuk gna sysos/lNog pen. akagem. PAMH B./. MBaHoBa. - M.: KL,
«AkagemMkHura», 2006,2007 - 639 c.:un.; cTp. 442, 585

Bonpoc 11

B KavecTBe NpoduUNakTUKN PUCKa MOBTOPHOIO poxxaeHns 6osbHOro pebeHka B
obcnenoBaHHON CeMbe Npu HacTynIeHnn 6epeMeHHOCT MOXKHO PeKOMEeH0BaTb
npevMnJiaHTaunoHHOe reHeTn4Yeckoe TeCTUpoBaHMe Ha Hain4yme mytaumm B reHe TBX 1
N XPOMOCOMHbIE aHOMaNUN NIn

1 HeuHBa3uUBHOe NMpeHaTaJlbHOe TeCTUPOBaHMe Naoda

2 BCroMoraTesibHble PenpoayKTUBHbIE TEXHONOMMKN (3KCTPaKopropaJsibHoe
OMNI0A40TBOPEHNE CO CrepMaTo3o0MaaMm AOHOPA)

3 OMOXUMMYECKUI N YNbTPa3BYKOBOW CKPUHUHI B MEPBOM TPUMECTpPE U, TOJIbKO B
cny4vae obHapy>XeHns MapKEPOB XPOMOCOMHOW NaTON0r MM Nao4a, NHBA3NBHYIO
npeHaTaNbHY0 ANArHOCTUKY Ha Hanu4ne MmyTtauum B reHe _TBX_ 1

@) 6noxmMmunyeckuii M yNnbTPa3BYKOBOW CKPUHUHI B NEPBOM TPUMecCTpe U
MHBa3MBHYIO NPeHaTaJIbHYI0 AUAarHOCTUKY Ha HaJiuuue MyTauuu B reHe
_TBX__1_w 4yacTble XpOMOCOMHbIE€ aHOMaJIUn

MpaBunbHbLIN OTBET:
4 - DUOXMMUYECKUNA U YIbTPAa3BYKOBON CKPUHUHI B NEPBOM TPUMECTpe U

MHBa3MBHYIO NpeHaTaJIbHYI0 AUMAarHOCTUKY Ha HaJimivme MyTauum B reHe _TBX_
_1_wm yacTble XpOMOCOMHbIE aHOMaNuu
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OBOCHOBAHME

KommeHTapuu: ObHapyxeHune y matepu pebéHka myTaumns B reHe TBX_ 1,
aHasornyHom obHapy>XeHHon MyTauunm y pebéHka, 1 puck poxaeHuns pebéHka c
cuHapomMomM geneuunn 22q1l1.2 50% (BbICOKUIN) SABNAKOTCS NMOKa3aHNEM K MPOBEAEHNIO
WHBa3MBHON MpeHaTa/lbHOW OUarHOCTUKWN.

KoMmMmeHTapuu:

MpeHaTanbHasa (O0poaOBas) AMArHOCTUKA SIBJISIETCS MO CYTU YacTbio TPETbEro 3Tana
MeANKO-FreHETUYECKOr0 KOHCY/IbTUPOBAHUS U He SBNsSieTCs 0653aTeNlbHON;
npencTaBssieT cobol 0ANH U3 OCHOBHbIX MOAX00B, MO3BOJISIOLINX BbISBUTb FEHOTUMBI,
onpenensiolne BbICOKUA PUCK pa3BnTuA 3aboneBanHuns y byayuiero pebénka, u
BKJII0YAET KOMIMJIEKC MEPOMNPUSATUA, HaNpPaBJ/IEHHbIX Ha NpeAoTBPalLleHe NosaBaeHUs
6onbHOro pebéHka B CeEMbE.

FeHeTuKa. Y4ebHuk gna sysos/lNog pen. akagem. PAMH B./. MBaHoBa. - M.: VKL|
«AKageMkHura», 2006,2007 - 639 c.:un., ctp. 573 - 574

KoMmMmeHTapuu:

MpenmMnnaHTauUnOHHaA ANArHOCTUKA ABASETCA BTOPbIM MOAXOA0M, MO3BOAOLLMM
BbISIBUTb FE€HOTUMbI, ONpenensioLmne BoICOKMA PUCK pa3BuTUS 3aboneBanns y byayuiero
pebéHka.

MpenMyLlecTBOM SIBASETCS OTCYTCTBME HEOOXOANMOCTM UCKYCCTBEHHOIO NpPepbIBaHUS
6epeMeHHOCTN Npu obHapy>XeHUn HacieACTBEHHON NaToornm y ambpunoHa.

FeHeTuka. YuebHuk pona sysos/Mopf pen. akagem. PAMH B.U. MBaHoBa. - M.: UKL|
«AkagemMkHura», 2006,2007 - 639 c.:un., ctp. 573 - 577

KoMMeHTapum: BUOXMMNYeCKNin 1 yibTPa3ByKOBON CKPUHUHE B | TpuMmecTpe
(MpeHaTaNbHbIA CKPUHUHI BepeMeHHbIX | TpuMecTpa), yibTPa3BYKOBOWN CKPUHWHT BO |l
TpUMecTpe - ABNAITCA 0b6A3aTeNbHbIMU OJ18 KAaXKO0W XKEHLMHbI NPU HacTynJeHnN
bepeMeHHOoCTN.

MPUNKA3 o1 20 okTs6psa 2020 roga N 1130H O6 yTBepxaeHun Mopsgka oka3aHUsa MeanLMHCKOMN
rnomMoLLm no npocuto "aKkyLepcTBo U rMHeKosiorma"

8. BapuaTtus

Bonpoc 12

TA)Kenbln BPOXKAEHHbIN UMMYHOAEPUUNT, Tpebyowmnin cneunanbHOro 1e4eHuns,
BCTpeYaeTCa MeHee YeM y _ rpoLueHTa/npoueHToB 60abHbIX C CUHAPOMOM Aeneuun
22911.2

1 10
2 5
3 15

01

MpaBunbHbLIN OTBET:

4-1
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https://library.mededtech.ru/rest/documents/prikazN1130/
https://library.mededtech.ru/rest/documents/prikazN1130/

CutyaumoHHan 3agayva 0002 FeHeTuKa

OBOCHOBAHME

KommeHTapuu: Jlnuesbie aHOMa MK B TOM WIN MHOWN CTENEHWN BblPa>XeHHOCTU
BbISIBJIAIOTCA NPaKTUYECKM Y BCEX NMALNEHTOB, (hyHKLMOHaNbHasA HebHas
HeJoCTaToO4YHOCTb, 06ycnoBaMBatoLLass HOCOBOW OTTEHOK rosioca - y 6osee yem 90%
nauneHToB (MO HEKOTOPbLIM ApyruM aBTopam 6onee 70%), Toraa Kak BINC BcTpeyvatoTcs
y 75-80% npoLeHTOB NaLWeHTOB, @ OCTaJilbHble HapPYyLUEHNSA C YaCcTOTOW B Anana3oHe 1 -
30 - 40% (TSKENbIN UMMHOZEeUUNT - 1% cnydaeB, runeptTupeonamsm He bonee 5%,
rmnokKanbLumMeMmns Kak rnpasusao HabnonaeTca B HeOHaTa/lbHOM Nepuoae).

AHTOHeHKO B.I"., KoTnykoBa H.I1., Ko3nosa KO.0., 3onoTtyxuHa T.B.. PekomeHpaumun no
BbISIBJIEHUIO N BEOEHWUIO NaLUMEHTOB C CMHOPOMOM geneuun 22911.2. Neguatpusa. 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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