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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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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

MedikCase - FeHeTuka medikcase.ru - 5
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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 - 6
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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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