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CutyauuoHHas 3apaya 0001

O6pa3oBaHue: Bricluee obpa3oBaHue | CreunanbHOCTb: [leTckas OHKOOMUA-FreMaToNorns
1. YCIOBUE CUTYALLUOHHOW 3A0A4YU

1.1. Cutyauusna

Manb4mk, Bo3pacT - 2 Mecsua, NoCTynuj B reMaTosiorm4eckoe otnesieHumne.

1.2. XKanoObl
Ha
* KMweYyHble KOJINKWA,

* yBenmyeHune WernHbiX N1MMgoy3s10B.

1.3. AHaMHe3 3aboneBaHus

Hepento Ha3ag 3aMeTUIn yBean4eHne WwenHblx nnmeoysnos. 1o MecTy XuTenbCcTBa B reMorpamme
BbIsIBJIEH NenKounTo3 0o 200 Thic/MKA, 6nacTHbIe KNETKW.

1.4. AHaAMHe3 XXU3HHU

* PebeHok oT 1 6bepemeHHOCTU, 1 poaoBs. TeyeHne bepemMeHHOCTM Ha poHe caxapHoro anabeta 1
Tuna. Poabl ectecTBeHHble, CpoYHble. Bec npu poxageHunn — 3890 r. PocT — 56 cM. BLUK n renatut B -
BaKLUMHNPOBaH B poA.nome. EctecTBeHHOE BCKapMJ/IMBaHMe A0 HAaCTOosLWero MOMeHTa.

* MNepeHeceHHbIe NHMEKLNN: OTCYTCTBYIOT.

1.5. O0beKTUBHbIN CTATyC
PocT - 59 cM, Bec - 5,61 kr. YCC - 124/mMuH, Y[ - 31/MuH, SpO2 - 99%, ALl - 101/45, t - 36,3°C.

CocTosHUe TaxXenoe no 3abonesaHuio. AdebpuneH. CaMo4yBCTBME CYLLLECTBEHHO HE HapyLUEeHO.
MNMonoxxeHne ectecTBeHHOE. TeNOCN0XKeHNEe HOPMOCTeHnYeckoe. KoXXHble NOKPOBbl 61eaHble, YNCTbIe
OT CbINW, FeMopparn4yeckoro cMHaApoMa Het. Cin3ncTole 060/104KN PO30BbIE, YACTLIE.
KocTHO-MbIeYHasa cnctema 6e3 BuanMbIX MOPOKOB 1 AedopMaunii. bonbLwon poaHNYOK BbIMOSHEH,
He Hanps>keH. MNanbnupyloTcs WwernHble /y 15Mm B pnameTtpe, naoTHble, 6/6. ToHbI cepAla AcCHble,
pUTMUYHble, HeboNblIasa Taxnkapons, reMoanHaMuKa ynosseTsoputenbHasa. HocoBoe abixaHue
csobopHoe. AyCcKy/IbTaTMBHO B JIEFKUX AblXaHWe NMy3pusibHOe, paBHOMEPHO NPOBOAUTCS BO BCE
oTAesnbl. XpUMNoB N OAbILWKN HET. ANNeTUT CHUXXEH, COCET BANO, Maso, He CpbirmBaeT. XKNBOT 06bl4HON
chopMbl 1 pa3mepoB, Npu Naibnaunnm markun, 6/6. CeneséHka +3 cM, neyveHb +2 cM. MoyeuncnyckaHume
He HapyLleHo, Anype3 HeJoCTaTOYHbIN.

1. MnaH obcnepoBaHus

Bonpoc 1.
C AnarHoCcTu4ecKkon uenbio He06XO}J,I/IMO Ha3Ha4nTb

061N aHaNn3 KPOBU C IeNKoLUUTapHOM hopMYyJIoNn

2. >5eKTpokapguorpadguio
MMMYHO(EHOTUNMPOBAHME KJIETOK KOCTHOIMO MO3ra

LUNTONOrM4eCKOoE N ULNTOXNMNYeCKoe ncciieaoBaHme Ma3koB KOCTHOINo Mo3ra

5. 6wunoncuio numgoysna
6. HenpocoHorpaguio C OLLEHKON MO3rOBOIr0 KPOBOTOKA

MpaBunbHbie OTBEThbl: 1 — OOLWMIA aHaNU3 KPOBMU C JieMKouuTapHou chopmysion; 3 —

MMMyHOd)EHOTMnMpOBaHMe KJIETOK KOCTHOro Mo3ra; 4 — uMToJiorn4eckoe m
LUUTOXUMUYHYECKOoe uccsienoBaHme MaskKoB KOCTHOro Mosra
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06N KNTNHNYECKNI (pa3BepPHYThIN) aHaNn3 KpoBK C 06513aTeNIbHbIM LIUTOSIOMMYECKUM UCCie0BaHNEM
Ma3KOB PEKOMEHAYETCS y BCEX MNALIMEHTOB MPU NOA03PEeHNN Ha OCTpbI nenko3. OAK Ha nepBbix 3Tanax
ONarHOCTUKWN HY>KeH A9 onpeneneHns HarnpaBaeHU AMarHOCTUYECKOro noncka. Kpome Toro, gaHHble
OAK no3BOSISAIOT CYAUTb O BbIPa>XEHHOCTU TPOMBOLUTONEHNN N aHEMUK U HEOBXOAMMOCTY NPOBEAEHUSA
3aMeCTUTENbHONM Tepanum KOMMoHeHTamMun KpoBu. ObLee KOMYeCcTBO IENKOLUTOB N Hanvmne 6,1acTHbIX
KJI€TOK B Nepudepnveckoin KpoBmu Heobxoammo s rnocsaenyouero cTagupoBaHus, onpeaesneHns rpynnb
pUCKa 1 Ha3Ha4YeHUs afeKBaTHOW Tepanuu.

KnnHnyeckne pekomeHnauum MuHsnpaBa Poccun. OcTpbin nuMmcpobnacTHbIn nenkos, 2024 r. (1)

anI nogo3peHMn Ha OCprII;I nenkos BepI/ICpVIKaLI,VIﬂ AarHo3a NpoBoOAnNTCA C NOMOLWbIO LUNTOJIOTMH4ECKOIro 1
LUMTOXUMUNYECKOr0 NCCIeA0BaHNSA Ma3KOB KOCTHOIO MO3ra, MHOIOLLBETHOM FlpOTO‘-IHOVI LUNTOMETPUN KNETOK
KOCTHOIo Mo3ra, untoreHeTn4eCKoro n MonekynsapHo-reHeTn4eCKoro aHaJinda onyxoJieBblX KN1€TOK.

MynbTunapaMeTpuyeckas NpoToYHasa LMTOMETPUS, NPOBOAMMAS, C LieSiblo TOYHOro onpeneneHuns
NMMYHO(EHOTMMNA NIEMKEMNYECKOr 0 KJIOHA NO3BOJIAET NMpoBecTu anddepeHumanbHyo guarHoctmky ¢ OMJI
n MPAL, ABNSeTCA 04eHb Ba>kHbIM 1 06A3aTesIbHbIM METOA0M AJ1 AUArHOCTUKW Pa3SInyHbIX BapUaHTOB
OJ1N1, pna cTpaTudmnKaumm Ha rpyrnbl pucka 1 Ansa rnocaenyowero onpegeneHns MMHUMalbHON
ocTaTo4yHonm 6onesHun (MOB).

KnnHnyeckne pekomeHnauum MuHinpasa Poccun. OcTpbin niuMpobnacTHbIn nenkos, 2024 r. (1)

[Mpn nogospeHun Ha OCprII7I NenKkos BepuprKaLuma gnarHosa rnpoBognTCA C MOMOLLbLIO LLUTOJIONMYECKOro 1
LNTOXMMMNYECKOr0 UCCNefoBaHNA Ma3KoB KOCTHOIMO MO3ra, MHOIMOLBETHOW I'IpOTO‘-IHOIZ LUNTOMETPUN KNETOK
KOCTHOro mo3ra, UuMToreHeTn4eCkoro u MoJieKynsapHo-reHeTn4eCKoro aHaszmsa onyxoJzieBblX KJIETOK.

OunarHo3 OJ1J1 cTaBUTCS Ha OCHOBaHUKM 0B6Hapy>XeHusa B NyHKTaTe KOCTHOro Mo3ra 6onee 25%
NenKeMn4eCcKX KNeTok, A9 KOTOPbIX MOPMOJSIOrMYecKn U LUTOXUMUYECKU AOKa3aH O4VH U3 BapnaHTOB
nnMmponaHon gudhepeHLUnpPoBKN.

KnnHn4yeckne pekomeHgauum MuHsgpasa Poccun. OcTpbin auMmpobnacTHbin nenkos, 2024 r. (1)

Bonpoc 2.

Hanbonee npeanovyTnTENbHbLIM 419 KOCTHOMO3rOBOW MYyHKLUM MECTOM Y 3TOro NauneHTa saBaseTcs
1. rpyavHa

2. noAaB3O0LWHbIN rpebeHb

3. OCTWCTbIA OTPOCTOK MO3BOHKA

@ 6yrpuctocTb 60nbLIebepLOBON KOCTH

MNMpaBuinbHbIN OTBET: 4 — OYrpucToCcTb D0JbLLEOEPLOBOM KOCTH

Y pneTen mnagwe roga Ang npoBefeHnss KOCTHOMO3IOBbIX MYyHKLWA UCMOb3YyTCA ByrpucTocTb
6osbliebepuUOBON KOCTU 1 MATOYHANA KOCTb.

MepnaTtpusa / noa pen. A. A. bapaHoBa - MockBa : T90TAP-Meauna, 2014. - 768 c. - ISBN 978-5-9704-2787-3

(1) KnuHunyeckmne pekomeHgaumm MmnHsgpasa Poccuun. OcTpbil nnmgobnacTHbIn nenkos, 2024 r. (1)

Bonpoc 3.

Ona yToyHeHus gnarHosa HeobxoammMo npoBecTur
1. cuuHTUrpaduio KocTten

2. Y3U Ta3zobenpeHHbIX CyCTaBOB

3. Y3/ BeH wen (c gonnnaeporpaguen)

@ LMTOreHeTMYeckoe 1 MOJIEKYIAPHO-reHeTUYEeCKOoe UCCiefoBaHne B1aCTHbIX KIIeTOK
@ nccnenosaHme CMMHHOMO3MOBOM XUAKOCTM

6. [2b-tecT
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npaBM.ﬂbele OTBeThbl: 4 — LUUTOreHeTu4YeckKoe m MOJIeKyJispHO-reHeTu4Yeckoe

uccnepoBaHMe 6/1aCTHbIX KJ1eTOK; 5 — uccnepoBaHue CNMHHOMO3NOBOW XKMAKOCTHU

LinToreHeTmnyeckoe n MONEKYIIPHO-FEHETNYECKOE UCCiefoBaHMe BNaCTHbIX KIETOK PEKOMeHAYeTCs y
Bcex nauywneHTos ¢ OJIJI.

LnToreHeTnyeckoe nccnenoBaHne nekeMnyeckmnx KieTok Ao/HKHO obs3aTesibHO BKOYaTb B cebs
KapuoTunnpoBaHue, NCcriegoBaHe MeToAoM hayopecueHTHOM _in__ _ situ_ rubpuansauum (FISH) n
OT-MLUP ona BbiABNIEHNA BCEro CriekTpa XapakKTepHbIX NepecTpoek.

KnnHnyeckne pekomeHnauum MuHsnpasa Poccun. OcTpbin nuMcpobnacTHbIn nenkos, 2024 r. (1)

NccnenoBaHne NMKBoOpa 0643aTesIbHO A5 NOATBEPXKAEHUA/UCKIIIOYEHNS AMarHo3a rnopaxkexnus LIHC
(HenponenkemMmumn), 4To HEOOGXOAMMO AJI TOHHOIrO oMnpeesieHns rpynrbl PUCKa U Ha3HaYeHUs afleKBaTHOM
Tepanuu.

KnnHnyeckne pekomeHnauum MuHsnpasa Poccun. OcTpbin nuMmdobnacTHbIn nenkos, 2024 r. (1)

2. AunarHos

Bonpoc 4.

MpepnonaraemMblin OCHOBHOW AMArHoO3

1. OcTpbln GBUNVHENHBIN IENKO3

2. OcTpbil BudeHOTUNNYEeCKnin NenKos
@ OcTpbii nMMpobnacTHbIN enKo3

4. JlinmcobnactHasa numdoma

MpaBunbHbiK OTBET: 3 — OCTpbIN NMM@OOBNACTHLIA IeNKOo3

Ha ocHoBaHMK gaHHbIX 0b6cnenoBaHusa (B Muenorpamme 95% aHansiasnpoBaHHbIX 6/1aCTHbIX KJETOK Mo
MOpPONOrNYECKUM N LUTOXUMNYECKNUM XapaKTEPUCTUKAM COOTBETCTBYIOLMX OMyxosieBbiM nuMmdpobnactam
(L1-L2); npy U MMYHO(EHOTUNMPOBAHNN BbiSiIBJIEHA NONYAALMSA OMNYX0J1€BbIX KNETOK C UMMYHO(EHOTUMOM
Bl; Mo AaHHbLIM MOJIEKYISIPHO-FEHTUYECKOr0o NCCiefoBaHus BoiBneHa t(4;11)(g21;923)) nauneHTy
nocTaesieH AnarHo3: OcTpbin nnmdobnacTHbIN Nenkos, Bl-sapnaHT, t(4;11), 1 ocTpbIi Nepurog.

KnnHnyeckne pekomeHnauunm MuHsnpasa Poccun. OcTpbin nuMmdobnacTHbIn nenkos, 2024 r. (1)

Bonpoc 5.
CtaTtyc LUHC B 3TOM c/nyyae pacuLeHuBaeTCsa Kak
1. UHC3

@LI,HCZ

3. UHC1
4. LUHCO

MpaBunbHbIN OTBET: 2 — LLHC 2

B pe3y/sbTaTe aHann3a JIMKBOPA BO3MOXKHbI CliefyloLe BapruaHThbl:

* UHC1 - nyHKumMa He TpaBMaTu4Hasa (<10 spuTpounToB/MKI), <10 NEeNKOLUTOB/MKII, OTCYTCTBUE
NeNnKeMmNYecKnx KeTok;

* UHC2 - nyHKumMA He TpaBMaTunyHa (<10 sputpounTtoB/Mki), <10 NenkKounTOB/MKJI, BO3MOXHO Han4ne
NEeNKEMUNYECKNX KNETOK;

* UHC3 - nyHKUMA He TpaBMaTuU4YHa, =10 NenKounTOB/MKI, Hann4ne nenkeMmnyecKnx KneTok nocne
unToueHTpuUdyrmposaHus.

KnnHn4yeckne pekomeHpauum MuHsgpaBa Poccun. OcTpbin auMmpobnacTHbin nenkos, 2024 r. (1)
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3. JleueHue

Bonpoc 6.
Tepanusa OJ1J1 HaunHaeTcsa ¢ asbl

1. ny4yeBow Tepanuu

2. KOHcoampauun

@ NHOYKLMN

4. nonfep>xuBaloLLLein Tepanun

MpaBunbHbIA OTBET: 3 — UHAYKLUM

CoBpemMeHHoe nevyeHne OJ1JT COCTOUT U3 HECKOJIbKNX OCHOBHbIX ()a3: UHAYKLUSA PEMUCCUN C MOMOLLBIO 4 1
6onee areHTOB, BBOANMbIX B Te4eHue 4-6 HefeNb, MyJibTUAreHTHas KoOHConnaauns («3akpensieHume»)
peMmnccumn 1 NoaLep XmnBatoLlas Tepanuns, Kak npasuio, aHTuMmeTabonnTamm B TedeHne 2-3 ner.
KpaHuanbHoe 06/1y4yeHre NPoBOANTCS OTAENbHLIM KaTeropusam 60/bHbIX Nocae a3dbl KOHCONMAAUNK,
rnepen Ha4asaoM MoAAep KMBatoLWen Tepanmu.

KnnHn4yeckne pekomeHgauum MuHsgpasa Poccun. OcTpbin auMmpobnacTHbin nenkos, 2024 r. (1)

Bonpoc 7.
PacyeT 0o3bl XuMuonpenapaToB y AaHHoro pebeHka 6ygeT NpoBoAUTLCS Ha

@ njaowanb NOBEPXHOCTN Tena B M2

2. BO3pacT B MecsuUax
3. BO3pacT B rogax

4. BecC NnaumeHTa B Kr

npaBMJ‘Ibelﬁ oTBeT: 1 — nsowanb NOBEPXHOCTMU TeJsia B M2

PacyeT XmMumoTepanmnn 'y nerten npoBoANTCA Ha nowadb NOBEPXHOCTW TEJa B M2.

KnnHnyeckne pekomeHnaunm MuHinpasa Poccun. OcTpbin nuMcpobnacTHbIn nenkos, 2024 r. (1)

Bonpoc 8.

[aHHOMY NauuneHTy 6yaeT BBOAUTLCS + + OT pacyeTHOW O03bl XMMUOMpPENapaToB

@ 2/3

2. 150%
3. 100%
4. 1/2

MpaBunbHbIN OTBeT: 1 — 2/3

Y petel mnagwe 1 roga no3a XxMMuonpernapaToB NepecynThiBaeTCs caeayolmm obpasom:

3a ocHoBY bepeTcsa pacyeTHas Ao3a Ha 1 M2 NoBepxHOCTK Tena. Y aeten mnaglwe 6 mecsiues
ncrnonb3yeTcs 2/3 pacyeTHOM A03bl; CTaplle 6 MmecsueB - % OT pacyeTHOW [03bl

KnnHn4yeckne pekoMmeHaauum MuH3sgpasa Poccun. OcTpbin niuMpobnacTHbIn nenkos, 2024 r.

Bonpoc 9.
MepepacyeT naowann NoBEPXHOCTU Tena npu nedveHmnn OJ1J1 Heob6xoaAMMO NPOBOAUTb

@ nepen Ha4daJioM Ka>Xaoro tepaneBTn4eCckoro asieMeHTa

2. 04VH pas3 - nepej Ha4yasioM Tepanuu
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3. eXxeHepnesnbHo

4. 1 pa3 B Mecay,

npaBManblﬁ oTBeT: 1 — nepepn Ha4YaJsIoM KaXkaoro TepaneBTU4ecKoro 3JieMeHTa

[Mnowanb NMOBEPXHOCTW Tesa AJ1A pacyeTa 403 JIeKapCTBEHHbIX MpenapaToB NepecynTbiBaeTCsd 3aHOBO
nepen Ha4asjioMm Ka)xgon q)aBbI Tepanun.

KnnHnyeckne pekomeHnauum MuHinpasa Poccun. OcTpbin nuMmdobnacTHbIn nenkos, 2024 r. (1)

Bonpoc 10.

Tepanuio rOKOKOpTUKOCTEPOUAaMMN HEOBXOAMMO HavYaTb C
1. 1/2 oT cyTO4HOM A03bl

2. MOJIHOM CYTO4YHON O03bl

3. 1/3 oT CyTO4YHOW [03bI

@ 1/10 - 1/8 oT CyTO4YHOW L03bl

MpaBunbHbiN OoTBEeT: 4 — 1/10 - 1/8 OT CYyTOYHOM A,03bl

Mpn Hann4Ymm 601bLION MACChl JIEMKEMUYECKNX KNETOK (B 4aHHOM ciyydae nenkountbl B OAK — 250%109/n)
rnepBas A03a MOKOKOPTUKOCTEPOUAOB A1 NPOPUIAKTUKN CUHAPOMA OCTPOro ansuca onyxonam (CON)
0O/HKHa cocTaBnAaTb 1/10 - 1/8 OT CyTOYHOM A03bl.

KnnHunyeckne pekomeHgauum MuH3sgpasa Poccuun. OcTpbii aiuMdobnacTHbI nenkos, 2024 r.

4. BapuaTtus

Bonpoc 11.
Kamnue 12 yacoB B nepsbie AHW Tepannn HEOGXO,EI,I/IMO KOHTPOJINPOBATb

1. obwunin aHann3 mo4u
@ OCHOBHbIE BMOXUMMYECKNE NMOKa3aTeNN - MOYEBUHY, KPEATUHWH, 3N1EKTPOJINTHI

3. noka3atenun IKI

4. nokasaTesin KoaryJsiorpamMmmel

npaBMJ‘Ibelﬁ OTBET: 2 — OCHOBHble OMOXMMMUYECKMEe NoKa3aTenum - MOY€BUHY, KP€aTUHUMH,

JIEKTPOJIMThbI

B nepBble gHM Tepanuu (korga uMmeetcs 60sblIas Macca onyxoau), Bo ndbexxaHme o0C/IOKHEHUI (pa3BUTUS
CUHApPOMa NM3nca onyxoan), HeobxoaoMMo NMPOBOAUTL TLLATEIbHbIA KOHTPOJIb 06LLEr0 COCTOSAHUSA
nayneHTa, ANHAMUKN YPOBHS NENKOLINTOB, ANYype3a KaXkable 6 4., MOYEeBUHbI, KpeaTUHUHA 1
3/IEKTPOSINTOB - Ka)KAble 12 4 C BO3MOXXHOWN KOppeKumen Tepanun.

KnnHnyeckne pekomeHnauunm MuHsnpaBa Poccun. OcTpbin nuMmcpobnacTHbIn nenkos, 2024 r. (1)

Bonpoc 12.

B nepsble OHM Tepanuu Bo nsbexxaHne noBpexaeHns novyek NpoaykrTaMmu pacnana KneTok
HeobxoAnMO noanepXnBaTb pH Moun

1. weno4vHbim
2. KUCSbIM
3. HenTpaJibHbIM AN CNaboKNCbIM

@ HeNTpasibHbIM UK cnaboLenoYHbIM

MpaBuibHbIA OTBET: 4 — HEUTPAJIbHbLIM UJIU CIaboLLEeNIOYHbIM
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YynTbiBas 60s1ee HN3KY pacTBOPUMOCTb MOYEBOW KNCIOThI B KMCI0M cpefe, Heobxoammo obecneynTb
noagep>xaHme HemTpanabHOro nan cnabowenoyHoro pH moyn. Ho Wweno4yHas cpepa, HanpoTuB.,
6naronpmnATCTBYET BbiMageHUIO B 0Cafok ocdaTa Kanbuma. Kpome Toro, npu pH>7,5 moxeT
KPUCTaNn30BaTbCA TMMOKCaHTUH. CriefoBaTenbHO, nepesallesiaynBaHne Modum ToXe MOXeT
6naronpmaTCTBOBaTb BbiNaLeHMIO MPOAYKTOB KJIeTOYHOr0 pacnaja.

KnnHnyeckne pekomeHnauunm MuHsnpasa Poccun. OcTpbin nuMcpobnacTHbIn nenkos, 2024 r. (1)
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