UYTO HY)XHO AEJIATb, ECJIN
MHE YCTAHOBJIEH AUAITHO3

BOJIE3Hb N'OLLE?

Bone3sHb lowe — 370 pefkoe Hac/eAcTBeHHoe 3aboeBaHue,
BO3HMKalollee Mo MNpUUYMHEe HedocTaTka akKTUBHOCTM OOHOro u3
HeoBXOONMbIX OPraHM3My hepMeHTOB — 6eTa-roKoLlepebpo3naassl.’>

WNHdopmauma ona nauneHTa
NHhopMaLms B MaTepuane He 3aMeHsieT KOHCYNbTaLUIo creunanmcTa 3apaBooxpaHeHns. O6paTUTech K evalleMy Bpauy.

[OunarHo3 cTaBUT TONbKO Nlevallnii Bpay

M306parkeHHble Noan He SBNAIOTCA PeanbHbIMU NaLuneHTaMu.




YBenuueHue pasMepoB NeYeHU MOXKET NPUBECTU K (DOPMUPOBAHUIO
NopPTaNbHOW MMNEPTEeH3UU U, KaK C/IeACTBUE, BO3HUKHOBEHMIO

PUCKa KPOBOTEUYEHMS 13 BAapPUKO3HO-PACLLUNPEHHbIX BeH NMuLLeBoaa
W Kenyaoka?

YBenuueHue cesie3eHKU COMpPSKEHO C NOBbILUEHHbIM PUCKOM
- ee TpaBMaTUUeCKOro paspbiBa, NPUBOASALLETO K MACCUBHOMY
\ KPOBOTEUEHMIO, NpeacTaBNAoLLEMY YIPO3Y ANA XMU3HN*

TPOMBOLMTOMNEHUS MPOSABASETCA HAPYLLIEHNEM CBEPTLIBAEMOCTH
KPOBM € NOBbLILUEHHbLIM PUCKOM O6GUJIbHBIX KPOBOTEUEHUN
M pa3BUTMEM NOCTreMopparmyeckon aHeMumus

AHEMNA CYLLIECTBEHHO OTAroLLaeT TeyeHne apyrux 3abonesaHnin®s

KocTHble nopakeHnsa nposasnatoTca?:

KOCTHbIMU KPU3aMM - 3MMN304aMU CUNbHENLLINX KOCTHbIX
6oen, CONPOBOXAALLMXCA NIMXOPAOKOWN N MECTHbIMU
OCTPOBOCMANUTENBHBIMU CUMNTOMaMM (OTeK, NMOKPACHEHUE);
CHWXXEeHUEM NMJIOTHOCTU KOCTHOM TKaHWU, NPUBOASLLEN

K MHOXECTBEHHbIM MepenomMam;

pa3BUTUEM Heo6paTUMBIX opToneauueckux aedeKToB, TPeOYIOLLMX
onepaTUBHOro fleyeHns (SHAOMPOTE3MPOBAHUSA CYCTaBOB),
YTO B KOHEYHOM cyeTe NPUBOAUT K MHBaNMAN3aALMN.

CBOEeBpPeMeHHO MNOCTaBJIeHHbIN AMArHO3 Mo3BONAEeT BOBpPeMd HaudaTb
neyeHne, HOPMaIM30BaTb CaMOUYYBCTBUE*, YNYULLNTb KAaUYeCTBO >XWU3HW,
npenoTBpaTUTb MHBaNMAM3auuo. 23

BonesHb Nowe — HacneacTtBeHHoe 3a6oneBaHue, NO3TOMy Heo6xoau-
MO o6cnenoBaTh YIEHOB CeMbU. Ba)xHO morosopuTb ¢ Bawunm Bpayom
O CO34aHUM HarnagHOM CXeMbl POAOCNIOBHOMN, Tak Ha3blIBAaeMOro cemMen-
Horo «gepepa». C NOMOLLbIO aHaM3a POAOC/IOBHOW MOXXHO OnNpeaenuTb
POACTBEHHUKOB, KOTOPbIEe UMEIOT FeH C NOZIOMKOM (MyTauuen).

* HopMannM3oBaTb YPOBHW reMOro61Ha U TPOMBOLUTOB, YMEHbLINTL Pa3Mepbl NeYeHN U ceneserkn (Y HeCnIeH3KTOMUPOBaHHbIX
60/1bHbIX), YCTPAHUTb OCTPYIO U XPOHWUUYECKYIO KOCTHbIE 6O/IM, HOPManM30BaTb POCT (Y AeTen).



Bones3Hb MNowe — 370 HacneacTBeHHOE 3aboNeBaHMe, KOTOpoe nepena-
eTCcs OT poauTenen K 0eTaM, Tak Kak B HalUMX KJleTKax ecTb ABa Habopa
reHoB: OOWH Mbl MOJly4YaeM OT MaTepu, BTOpon — oT oTua. Habop reHos,
MONYYEHHbIM OT poauTenen, n onpepenset, 6yaeT nn y dyenoseka 60-
ne3Hb [owe. 310 NpounsonaeT, ecnm O6yayT NepenaHbl ABa reHa ¢ MyTa-
LUAMKN, OTBETCTBEHHbIMU 33 Pa3BUTHE AaHHOro 3aboneBaHuna. bonesHb
[oLWe BCTpeUaeTcs Yy MY>XXUUH N XKEHLLIWH C OAMHAKOBOW YacTOTON.”

MpuHUMN HacnegoBaHUA 6onesHu Nowe

OTel, MaTb
HOCUTenb HOCUTEeNb

OTel MaTb OTel, MaTb
3Q0poB 3popoBa HOCuUTenb 3popoBa

®H® ® [i] D

PebeHok 3gopoB — 100% PebeHok-HOCUTEeNb — 50%

) 1®

Pe6eHok 6oneH — 25%
Peb6eHok-HOCUTENb — 50%
PebeHok 300poB — 25%

v

Ka)xxpas 6epeMeHHOCTb CONMpPsIXKeHa CO clieayoWmnMm puckamum:

OTey MaTb
HOCUTeNb HOCUTeNb
25% 50% 25%
CywiecTByeT 25%-9 CyuwectByeT 50%-4 CyuwiecTByeT 25%-9a

BEPOATHOCTb TOrO, UTO BEPOSATHOCTb TOTO, BEPOATHOCTb TOTO, YTO
pebeHOK yHacnenyeT ABe yTo pebeHoK yHacnepyeT pebeHoK yHacnenyetT
HOpPMaJibHble KOMUMU reHa OAHY KOMUIO MyTUpO- ABe Konuu MyTUpoBaBLUero

My Hero He pa3oBbeTCs BaBLUEro reHa 1 CTaHeT reHa 1 y Hero pasoBbeTcs

6one3Hb [oLwe. HOCUTeNeM. naHHoe 3aboneBaHue.



Ha «poepeBe», n3ob6paxKaLleM pogoC/OBHYO CeMbU, KBagpaTamm obo-
3HAQUAT MYXXUYUH, KPYXKKAMUN — XKeHLWUH. DUrypbl Tex poacTBEHHUKOB,
Y KOTOPbIX BbISIBJIEHO reHeTUYeCckoe HapylleHue, 3akpalumpatoT. Bpauy
MOXEeT B AaNlbHENLLUEM MCMOMb30BaTb TaKoe «AepeBO» ANd onpegene-
HUA pUCKa HacnegoBaHUa 3a6oneBaHUsa U BbiABIEHNA POACTBEHHUKOB,
KOTOpPble OONIXHbI 6bITb 06CNIegoBaHbI.

MyTauum B reHe, OoTBETCTBEHHble 3a BO3HUKHOBEeHMe Gone3Hu louwe,
MOryT nMepepaBaTbCsa yYepe3 60blIOE YMCO NMOKOAEHNN, MO3TOMY MO-
TEHUMANTbHO MOTYT ObITb OOGHAPYXXEHbI Y ONTMXXHUX U OaSTbBHUX POOCTBEH-
HMKOB. [1na onpepneneHna pucka HacnegoBaHmsa 6one3Hn [ole Bpay co-
6unpaeT ceMenHbIM aHaMHe3 U COCTaB/IAET CXEMY CEMENHOro «aepeBa,
NCMONb3yA CMMBOJIbl ONA |/|3o6pa>KeH|/|9| reHeTUYeCKMX B3aMMOCBSA3EN.
C ero NoMoLLbld MOXXHO MPOUITIOCTPUPOBATb, KTO U3 POACTBEHHUKOB
yHaclegoBasl NOBPEXAEHHbIe reHbl U, c/legoBaTes1bHO, Y KOFrO BO3MOXX-
HO pa3BuTMe 3aboneBaHuA. CocTaB/ieHMEe TakoM CXeMbl Ha3blBaloOT aHa-
JIN30M POAOCNIOBHOMN.

Ona yyacTua B 6ecnnaTHOM nporpamMme ouarHocTuku 6onesndm lowe o6-
paTuTech K BalueMy nevalleMy Bpady. NoarsepKaeHue guarHo3a Ha oc-
HOBaHWUM NaBopaTOPHbIX UCCefOoBaHUM MPOBOANTCA JlIeUaLlMM BPaUYoM
Mo MecTy XUTeNbCTBa.

1. JlabopaTopusa HacneacTBeHHbIX 6one3Hen obMeHa BewwecTB PIBEHY «Megunko-
reHeTUYECKNIN HaYyUHbIN LLeHTP MMeHn akagemmnka H.MN. BoukoBa»
Appec: 115478, r. MockBa, yn. MockBopeube, a. 1
email: labnbo@yandex.ru

2. JlabopaTtopusa MegnunHckom reHoMnkn Pray «HMUL 3popoBbs netem»
MuH3gpaBa Poccum
Appec: 117296, r. MockBa, JIOMOHOCOBCKUM MNPOCMNEKT, 4. 2/62
email: genelab@nczd.ru

1. KnuHnuyeckune pekoMeHgaummn M3 PO «BonesHb Mowe y aeten», 2016 1.
2. KnMHnYeckmne pekoMeHAaummn no AMarHoCcTrKe v iedeHnio 6onesHn fowe y B3pochbix. HaunoHansHoe rematonormyeckoe obuectso, 2018 1.
3.MoscucsH I B., ONTMMK3aUmMs OKa3aHUsi MEAMLMHCKOW MOMOLLM AeTsM ¢ 6one3Hbio Mowe B Poccuiickon @epepaunn. Incceptaumns
Ha COMCKaHue y4YeHoW cTeneHn K.M.H. - M,, 2018 - 185 c.
4.Bownuexosckuin B. B., To6opos H. [l. CnneHoMeranusa B KUHUYECKOWN NpakTuke. AMYyPCKUN MeANLMHCKNUIN XKypHan, 2019; 2(26): 61-77.
5.PykaBuublH O. A., AHeMU1a XpOHUYeCKNX 3aBoeBaHNit: OTAEIbHbIE aCNeKTbl NaToreHesa u NyTn koppekunn. OHKOTEMATOJIOI U4,
2016;111): 37-46.
6.Bownuexosckuin B. B. 1 coaBT. TpoMGouMTONEHNN. AMYPCKUIN MeanLMHCKNUIA xypHan, 2017; 2(18): 7-25.
7. Zimran A., Kay A., Gelbart T. et al. Gaucher disease: clinical, laboratory, radiologic and genetic features of 53 patients. Medicine, 1992; 71(6): 337-353.

M3 P® - MUHUCTEPCTBO 3apaBooxpaHeHns Poccunckon degepaumm.

VV-MEDMAT-71928 AsrycT 2022
MaTepwuan noarotoBseH U NnpoduHaHcupoBaH koMnaHnen OO0 «Takena @apmacbloTukancy, 119048, r. MockBa, yn. Ycauesa, a. 2, cTp.1.



