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Bosie3Hb ®abpu - TAXKeNnoe KanHnyeckoe 6pems \
M3-3a Nopa>KeHUsl HECKOJIbKNX CUCTEM OPraHoB

[donsa nauneHTos

C HapyweHusmn B PO:

rTEHOM

HapyweHus,
BAMAOLWME

XusHeyrpoxxarmwliwime
HapyweHus

Ka4dyecCcTBO >XU3HMU

Ha

CCC - 3acToiHas cepaeyHas He[OCTaTOMHOCTb, HapyLWeHNs NpOBOANMMOCTU, CTEHOKapAaus,
MHMDaPKThI

NMepBas npuuMHa cMepTH y NaumeHToB c ®abpu
[MOYKKN — CHMXKEHMNE CIZ)YHKLI,MM BMJ1OTb AO TepMMHaﬂbHOVi rnoyeyHom HeaAOCTAaTO4YHOCTU

MpuunHa cMepTv U UHBanuaAusauum, TpEGYET reMmoauvasinda m
TPaHCJ1aHTaUMmn

UHC - nwemunyeckne / reMopparmyeckme UHCynbThbl

Y kaxxpgoro 5ro 6onbHoOro — B Bospacre ao 30 nert

Mepudepuryeckast HepBHasi cMCTEMa — HeBponaTudeckasl 60/b B KOHEYHOCTSIX

boneBble KpU3bl, HE Kynupyembie ONMONAHbIMM aHaJibreTuKaMm

KoXa — aHrMoKepaToMbl M aHMMO3KTas3nm
C rogamMmm yBenMuUMBaloTCA B pa3Mepe U Koim4yecrtee
OpraHbl 3peH1s — MOMyTHEHWE POroBuLbl, KaTapakTa, MopaxeHne COCyA0B CeTHaTKM

YacTo Bbi3blBaeT TAXKENYI0 NOTEpIo 3peHusn

1.®0enepanbHble KIMHMYECKME peKOMeHAaUMn No AMarHoCTUKe U nedveHuto 6onesxn dabpu, Mockea, 2015

2. NrnaTtbeBa B. U., Mouncees C.B., coaBT. MogenunpoBaHne BAUSAHUA depMEHTO3aMECTUTENBHOM Tepannn Ha pasBUTUE KUIHEYTPOXKaOLLMX NCXOO0B
y NauneHToB ¢ 6onesHbo Pabpu. PapmakoakoHomuka. 2018; 4: 62-70.



12 pexkabpsa 1993 r. B AeHb, Korga 6bin1 NPUHAT caMbin g
rnaBHbii, HaaeneHHbI® CaMOM BbiCLUEen HpUaANYEecKon [rEHom
CUNOn, AOKYMeHT - KoHctutyuma Poccunckom depepauuvm,

BaHsa 3anucan obpaweHve kK NpesunaenTty B.B. NyTuHy

A xouy oopamumwsca k Bam, ysaxcaemoi

Bnaoumup Baaoumuposeuu, kaxk apanmy
ucnoanenus Koncmumyuyuu Poccuiickoii
Deoepauyuu, odpamumovca 3a 3AUUMOU
MO€20 npasa Ha OXPaHy 300pP0ewsi.

K  coxcanenurw, a  oOonen  peoxum
3abonesanuem. Ima 001€3Hb nepeoanacsy
no Hacieocmey MHe, Moell Mmame, ee
opamvam u Moum MA1eHbKUM
cecmpuuxkam. Mot 6 3mom He eunoeéamuvl!
Yecmno! Imo npocmo mak coenano...
2cenemuyecku!

JlobanoB MBaH, emy 12 5eT, OH *KHUBET B
nepesHe  MakacoBo — Hwuxkeroponckou

Iloka y mena neevinocumo Oonam pyKu u
HO2U, HO MoA 00N1e3Hb npozpeccupyem, u
eciu He HaYamop MeHs J1edumsb, Mo coecem
CKOpO A CIAHY MANCENBIM UHBATUOOM, A
HOMOM PAHO YMP).

A a mak cuibHO xXouy ycumbs!

obnactu. BaHs OTIMYHMK W Y4YaCTHUK
MHOTHUX OJIUMIIAAJ TI0 MaTeMaThuke |
uHopmaruke. Y Hero 00j1e3Hb Dadpu




H. HoBropoa ®ab6pwu

— CEMEMUHbIN CKPUHUHTI

& B CecTtpa 2
¢ npo6aHpaa
CobiH C.E. 8
32 ropa
XIH, xryune Aoub
6osm

28 net

bernok B Mouye,
Xryuyme 60/1m

d

Ooub %
Ooub bIH

9 nert

Heeposoaus 3 roga 9 ner
XKaydue 6onu

MaTtb
npobaHpa 9
MepBUYHbLIN
npob6aHp
Huanu3s
1
Cectpa 1l
npo6aHpa / 2 Y@

CbiH A.C. JE

37 net

XKryumne 6onu,
KapAamo, cycras.
6011

“Noub
14 net

Eernok B moye,
XKryume 6osm



bone3sHb ®abpu He TONbKO BAIMAET Ha KJIMHUYECKoe N\

COCTOSIHUE, HO U 3HAUYUTENbHO CHUXKAeT KauyecTBO \LEHOM

XMN3HU NaUMNEeHTOB, B TOM 4YUcine, m YKEHCKOM nonyaauum

DU IIAHMPOBAHMH CEMEHHOI0 CKPUHUHIA
200XO/[HMO YUHTHIBATh THIT HACIIE/IOBAHHs OOIE3HN
®abpu, KOTOpPOE CLEIUIEHO ¢ X-XPOMOCOMOH.
MyskurHa MOXKET NOJIYYUTh MYTAHTHBIH I'€H TOIbKO

OT MaTE€pH, B TO BPEM3I KaK KEHIIUHE X—XIJOMOCOMH,

coJepiKalas MyTaHTHBIﬁ I'€H, MOXKET OBITh IepelaHa

KaK OT OTlLa, TaK 1 MaTE€pH. COOTBETCTBEHHO, €CIIH
3a00JieBaHIE BBISIBIEHO ¥ MY>XYHUHBI TO HeOGXOI[I/lMO

OGCHGHOBHTB BCEX €ro poJACTBEHHHUKOB 11O

MaTepPHHCKON JIMHHH. Y KEHIIHH, B OTIHYHE OT
Myx#cuMH, myTanus reda GLA ¢axruuecku Becerja

HaXOJIUTCH B FETEPO3HTOTHOM COCTOSHHH, TO3TOMY
cuMNTOMbI O0sIe3HN DadpH MOABIAOTCA M03HEE U B

IEJIOM MEHEE BbBIPAXKEHEI, YEM Y MYKUYHH, a HHOIJIa
OTCYTCTBYHOT. (OJIHAKO KEHIHH He CIIEAYET CYUTATh
TOJIEKO HOCUTEIIAMH MYTaHTHOTO I'€Ha, TaK KaK y
3HAUMTENBHON YacTH U3 HUX HAONIOarTCs

THITHYHBIC CUMIITOMEI H PA3BHBACTCA MOPAKCHHUC

Boje3sns @adpu B npakTHKE

peBMaroJiora

C.B. Moucees, I1.H. Hosuxos, H. M. Byranos,
A.C. Moucees, E.A. Kaposatikuna, B.B.
Domun OTCYTCTBYIOT. Oﬂ,HaKO JKCHIIHH HC CIICAYCT CUHUTATDh

bonesnb ®abpu — 510 nporpeccupyroniee TOJIBKO HOCHTCIIAMH MYTAHTHOI'O I'€HA, TaK KaK Y
HaclIeACTBeHHOEe 3aboeBaHne, CleIUICHHOoe ¢ X- 3HAYUTEJILHOM YacTH U3 HUX HaOIraarTcs

XPOMOCOMOIT, KOTOPOE XapaKTepH3yeTCs
HAKOTLTEHHEM ITHKOGOCHOTHITHIOB B TH30COMAX THITUYHBLIC CHMIITOMEI H pa3BHBACTCH MMOPAKCHHC

KIIETOK pa3sinH4iHbIX OPraHOB B PE3Yy/IbTATE BHYTPCHHHX OPIraHOB, XapdKTCPHOC IJIA 0o0J1e3HHU
HEJIOCTATOYHOCTH WIH OTCYTCTBHSA a-TallaKTO3H 1235kl

A. ITpuvuHoit fedunrTa 3TOTO (hepMEHTA ABIATCA (Daﬁpn
myTauuu rena GLA, pacnionoxeHHoro Ha X-
xpomocome. Pacnipocrpanennocts 6onesnu @alpu B




IHo cocTrosinnio Ha 2019 rog B @eaepaibHblil PErucTp KUBHEYIPOXKAKIIUX U XPOHUYECKUX
NporpeccupyrImnx peaxkux (oppanupix) 3a0o0aeBanuii (mo 6ose3nn Padpn), BKIKIYEHO 0K0J10 200
NAIMEHTOB, W3 KOTOPbIX ()epMeHTO3aMeCTHTEeJbHAsI Tepanmusi npoBoauTcsi npumepno y 50%
00JIbHBIX 00Jie3HbI0 Dadpu — 97 manueHTOoB (32 M3 KOTOPBLIX — /1€TH), BKJYEHHBIX B

COOTBETCTBYIOIIIMH PETHCTP.

QLA MOCKBA

CTouMOCTB JIeUeHust OJHOro 00JIbHOTrO coctasisieT 11,8 — 13,7 e
MJIH. pyOJsieii B roJl B 3aBUCUMOCTH OT 3aKyIaeMoro mpemnapara

ITo manubiM bromnerens™, u3z 19 ocraBmuxcs B Ilepeune

3a00JICBaHUM:

* 3-e MECTO IO IPUPOCTY YHKCJIa MTAIMEHTOB B PETUCTPE

e 7-e MeCTO MO J0JIe HYXJAIOIIHUXCS, He
00eCIeUEeHHBIX NAIlUEHTOB;

* CaMbI¥M HM3KMU NJIAHOBBIN

oromxker Ha 20191, m3 TOmI-5 ‘
CaMBbIX 3aTPaTHBIX |

A

NOCTYNHASAA MEAUUVHA
YTUH: NEPEBOEB C NOCTABKOW NEKAPCTB BbITb HE IOMKHO

*  5-e MECTO MO pacxoaam ) ) " | Cambli . HI3KHHN
craunoHapubii KCI' u3 Bcex

Wige (rof L B0y S 1L A TS PARE 24H - un pacuernat, u

SIOCTYNHAS MEAULVHA peambHas ~ MaKCHMaJjbHas

CTOMMOCTb  3aKOHYEHHOTO
) "y Ciy4dasi TOCIUTAIIA3AUN

- \ T o\ nmo KCI' cocraBmser menee 10% ot croumoctu 2yx
) 1 . HEJIEJIbHON JICKAPCTBEHHOM TEpanuu; OAWH U3 CaMbIX
Hu3knx KCI' B JHEBHOM cTalMoOHAape, II€ U JOJIKEH

ol v\ Y TUH: NEPEBOEB C NOCTABKOW NNEKAPCTB BbITb HE A0JIXKH

0 B

10CTYNHAA MEAULUUHA

YTWUH: NEPEBOEB C NOCTABKOW JIEKAPCTB BbITb HE JOJDKHO
A

BBOJIUTCS B\B IIperapar.



UYTOo AacCT AasZibHeMLWasa LeHTpanausauusa e

opdaHHbIX 3aboneBaHNN?

OCLAN/ HAMLEI OPOLCKAN OBbJIACTD

[enTpanuzanusa 3aKymnok MpenaparoB JJjisi ceMu OpdaHHBIX
3a00eBaHU HEe peruia mpobiaeMy 1enukoM. OcraeTcs ere
17 penkux Ooyie3HEH, U B ATUX ClIydasix OTBETCTBEHHOCThH 32
o0OecreyeHrne MalueHTOB JIEKapCTBAMU MO-MPEKHEMY HECYT

PETHUOHBI.
IIpeumyniecTsa HEHTPAJIU3ALUN: MEAWKW NOJA CNEACTBUEM

XANATHOCTb B OTHOWEHWU BOJIbHbIX ®ABPU PACCNEAYIOT
T A . A

3anor 3QPEeKTUBHOCTH TEepaIlluy U PallMOHAIIBHOTO PAcXOA0BaHUs OIOIKETA.

CBOGBpeMeHHOG Ha49aJIO TCpallMHu ITAIIUCHTOB ITO3BOJIUT CYHIICCTBCHHO 3aMCIJIMTHL PA3BUTUC Y HHUX
TAKCIIBIX, KU3HCYTPOKAOIIUX OCHO)KHGHHﬁ, YBCIIMYUTDH IMPOAOJDKUTCIBHOCTD U ITOBBICUTH KA4YCCTBO
X XU3HU

PBIHOK 1OCTaBOK JIeKapCcTB IS JiedeHHs opdaHHBIX 3a00JeBaHUM CTaHET IMpo3padyHee,
IIUBUJIN30BAaHHEE, C MEHBIIIMM KOJIMYECTBOM IOCPEIHUKOB 1 00JIe€ BBITOAHON CTPYKTYPOM 3aKYIOK U
IIOCTAaBOK, a LIEHBI IIPEJICKa3yeMbIMU U 00JIee CTAOMILHBIMHU.

[Ipu 3akymnkax JeKapCTBEHHBIX IMPENaparoB 3a cueT cyoObeKkToB PMD, MOXET ObITh peai30BaHO MPABO
Ha TTPUMEHEHUE PErHOHAIbHOW Haa0aBKU, KOTOpas B CBOIO ouepeqb HE OyJeT MCIOJIb30BaThCS IMPU
HEHTPAJIM3ALNHU 3aKYIIOK, YTO MPUBEAET K SKOHOMUHU OIOIKETa




&
T’EHOM

O6wume Nnpo6nemMmbl permoHOB U HepeuweHHble BONnpocChl

POCCUA/ HAKETOPOACKAA OBNACTD

* HecBoeBpeMeHnHas
JMarHOCTHKA op¢aHHbBIX
3a00J1€BaHU I

} * Henocratok o00pa3oBaTeNbHBIX
[IporpaMm IS Bpaueu
[IEPBUYHOU MEIUKO-
CaHUTAPHOU IIOMOIIA 110
ophaHHBIM 3a00JICBAHUSM;

TN NARE Y

* HenocTarok KaueCTBEHHOM W JOCTYIMHOW MHQPOPMALIMU JIJIs
MAIMEHTOB, & TAKXE HAYYHBIX 3HAHUU JUIS CHELUHATIMCTOB
110 JaHHBLIM 3a00JIEBAHUSIM;

* Tpynnoctu B IIOJIYYCHUH JOCTyIIa K
CHENUATU3UPOBAHHOMY JICUCHUIO B cyObekTe PD

B oTHOLLEHUK Bpayen, \
OTKa3blBaBLUMXCS BblAeNsaTb o Jlepuuut MEAUIMHCKUX YUPEKICHUHN, B KOTOPHIX UMEIOTCS

CJIOBHUSl JUIi JUArHOCTUKM M Je4eHUs opdhaHHBIX
O/IbHbIM I AAM, y ’
NiekapcTea 6 3a00JI€BaHUII, a TaKXKe CIIEUAIMCTBI, O0JIagaroIIne

no
BO36Y)Kp,eHO yronoBHOE A€ HEOOXOAMMBIM OIBITOM B 3TOM cdepe;
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CNACUBO 3A BHUMAHMUE! | leon

HAdupexkmop LeHmpa nomowu nayueHmam « eHoOM»
Xeocmukoea EneHa ApkadbegHa

+7 921 998 1955

elena-hvostikova@yandex.ru
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