HoBbie npaBuna
rnoJiyueHus
VHBa/IMOHOCTH




®EQIOP

LNOCTOEBCKMA:

«CocmpadaHue ecmp
gvlcouatiwasn gopma
Yyenoeeueckoz0
cywecmeosaHusn»

PEOKASA [ A) IEFEH

«flegsiHovi aBopey», Ucabenb, 9 net




Ne/o3/AEKABPb/2016

Joou

B 3TOM HOMEPE:
1

paxut

2

MyKonosnmcaxapmnanos

3

axoHgponnasunsa

*

Bcepoccuiickoe
061ecTso

HET HWYETO

HEBO3MO>XHOIMO!
info@rare-diseases.ru

of0

I TEMA HOMEPA | PEOKWE BOJIE3HU KOCTEN 1 CyCTABOR 1A
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CO C1a0bIV
«KAPKaCOM»

JIOPOTUE JIPY3bA!

bl Pajbl, UTO BBI ¢ HAMU! DTOT HOMED IMOCBAIIEH PEAKUM 00sIe3-

HAM, IPU KOTOPHIX IIPOUCXOIAT HAPYIIEHUA B KOCTHO! CHCTEME.

KocTu, KOTOpBIE 110 OIIPEIeIEHUIO IOI?KHBI OBITh KPEIKUMU, IIPU
HEKOTOPbIX OpdaHHBIX 3a00IeBAHUAX JIOMAKOTCA I JAeOPMUPYIOTCS
H13-3a TOTO, YTO HAPYIIAIOTCSA MPoIecchl uX GOPMUPOBAHUS, — U B OTJIU-
Yue OT APYTUX TKAHEN UCIIPABJISITh KOCTHBIE HAPYIIIEHUS OYEHb CJI0KHO.
Jlo cux mop MHOTHE 1e(DEKTHI MOXKHO CKOPPEKTHPOBATH TOJIBKO C IIOMO-
IBI0 XUPYPTUYECKOH OTIEPAT[HH.

Ho ceropns mosiBJsIIOTCs COOOINEHUST O HOBBIX IIperaparax, KOTOpbIe
CIIOCOOHBI JieJIaTh HEBO3MOYKHOE — HCIIPABJIATH HApYIIIEHHUs B CKEJIETE.
YueHble HAYYUJIUCH IOCTABJIATh MOJIEKYJIBI 10 Ha3HAUYEHUIO, T00ABIISATh
Te BEIIECTBA, KOTOPBIX B OPraHU3Me CUHTE3UPYETCsS MaJI0 WU OHU TIO
KaKUM-TO IPUYUHAM OBICTPO BBIBOZSTCS, BOCIIOJHSITh HEOCTATOK (ep-
MEHTOB, HEOOXOAUMBIX /IJIS1 COeIMHUTEILHON M KOCTHON TKaHEeH.

B 3TOM HOMEpE KypHAaja Mbl PacCKakeM O OOJIE3HSX, KOTOPBIE CTAJIO
BO3MOKHO JIEUUTH COBCEM HEJIJABHO, U O TeX, JIJIsI KOTOPBIX JIEYEHHE TOJIHKO
paspabaTbiBaeTcs. JKCIEePThl U3 BEAYIIUX KJIUHUK IOAEATCA CBOUM
ONIBITOM, a CAaMH IMAI[UEHTHl U UX POJIUTEN PACCKAXKYT CBOU KCTOPHH,
B KOTOPBIX BbI HAW/IETE TI0JIE3HBIH OIBIT — KaK IPUPYYIUTH O0JIE3HD U HAY-
YUTBHCA C HEU JKUTh, HE TIEPECTABASA PAZOBATHCA U OBITH CYACTIMBBIM.

[TanueHTsI ¢ HAPYIIIEHUSIMU CKeJleTa GpPOCArOTCs B I1a3a JIIOOOMY: Y HUX
yacTo HabJII0/[aeTcst 3a/IepKKa POCTa, OHU HE BCErja MOIYT CaMOCTOSI-
TEJIbHO XOJIUTh, © UM HEOOXOZAUMBI JOMOJTHUTEIbHbBIE TTPUCIIOCOOIEHUA.
Ho B 3TUX JIIO/IIX, HECMOTPsI Ha TO UTO UX KOCTH MOTYT OBITH HENPOY-
HBIMU WJIX U3MEHEHHBIMHU, KPETKUI 1 HeCTOAaeMbIH XapaKTep, KOTOPBIH
TI03BOJISIET UM ITPEOJI0JIEBATH BCE HEB3TO/IBI U OCTABATHCS B PYCJIe HATIIEH
’ku3HU. VI mpu cBoeM HeOOJTBIIIOM POCTEe UMEHHO OHU WHOTZ|A HACTOSIIHE
BEJIMKAHBI!

Hawm ke BceM morkesiaeM IPOSIBJIATh BHUMAHHUE U UYTKOCTD K JIIOJISIM,
KOTOPBIM B )KU3HU TPYJHEE, UeM HaM. V1 BMecTe y HaC OJIyIUTCA C/1esIaTh
Tak, YTOOBI THU JIIOAY OBLIIM BCET/Ia CUACTIUBbI!

Bcerga c Bamu, Bcepoccurickoe o6LjecTBo opghaHHbIx 3ab6oseBaHn

Kpenkuu

YicnpasnsTe
KOCTHbIE
HapyLueHust
OYeHb
c/1I0)KHO. Ho cerogHsi
r10SIB/ISIIOTCS
Cco0b1LeHNsI O HOBbIX
npenaparax, KOoTopbie
CcrnocobHsbl genarb
HEBO3MOXHOE —
UCpPaB/IsiTb
HapyLueHns!
B cKesieTe

10

HOBbIX PEAKWUX
60/1€3HeN OTKPbIBaKOT
B MUpe KaXXablvi rog

20

HOBbIX

NPENAPATOB
B rog nosiy4arot
cTartyc opgaHHbIX.
Yoxe gnsa
250 3abonesaHum
JiIe4eHue CyLLeCTBYET,
BKJ/ItO4as
3aMeCTUTESIbHYIO
v TapreTHyr Teparnvio
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TEMA HOMEPA: PEAKUE E0JIE3HU
KOCTEW U CYCTABOB

JK0an CO CNABbIM «KAPKACOM»
VMEFOT KPEMKWIA XAPAKTEP

3Ar/IABHOE
FOPUIA XKYJIEB:
MNAUVEHT HAYVMHAET
I NOBUBAETCH

6

HOBOCTW OTPAC/IN

>KOATb CTANIN MEHBLLIE,
CYBBEHUWN OALOYT BOJIbLLIE.
FOCIFAPAHTUIN — CTOJIbKO XKE

Munuctp 3npaBooxpanenusa Poccun
Beponuka CxkBopIioBa pacckasasia
PYKOBO/IUTEJIAM U IIPE/ICTABUTEIAM
MaIUEeHTCKUX COOOIIECTB O TEHAEHITUAX
rojla yXoAAI1ero ¥ Iporuo3ax

Ha rof Oy iy

8

MJ1IAHbI HA XKU3Hb
HE PABHATb, A JITOBUTb

Jokrop Jlrogmuia Muxaiiiosa —

0 TAWHCTBE POXKJEHUS, JI0JITe Bpada

U TOCY/IapCTBAa, JKECTOKOCTH 00IIecTBa
U POJTUTEJIbCKOM 3ab0Te

14
TEMA HOMEPA: PEIKVE BOJIE3HU
KOCTEMN U CYCTABOB
MYKOMOJIMCAXAPUOO3:
BbIABNSAEM, JIEYAM U )XUBEM
MNOJTHOW XXIN3HbBIKO

E1ie HeCKOJIBKO JIeT Ha3a/ 9TOT
TPY/THOIIPOU3HOCUMBIH TUaTHO3
3By4YaJs Kak mpurosop. Eciu
TaKyI F€HETHYECKYIO TTaTOJIOTUI0
JINaTHOCTUPOBAJIH y pebeHKa, U3
MPUBBIYHOHN KOJIEU BBIOMBAJIaCh
BCSI CEMbSI, BBIHY KJIEHHASI JKUTH T10
3aKOHAM PEeJIKOU 1 6ecroia Hou
00JIe3HU

20
OnMbIT MPULLEN B PETMOHbI

B JlarecraHe Ha4YaJIu JIEYUTh
MYKOIIOJIFICAXaPU035I

22
HACNELCTBEHHbIA PAXUT —
HE NMPIrOBOP

Poccuu HEOOXOAUM IIEHTP 110 KOCTHOH
IIaTOJIOTHH

27
TMMNODPOCDOATAINA — BOJIE3HDb,
MOKOPAOLLIAA JTFOBOW BO3PACT
10 HaceACTBEHHOE 3a00IeBaHIe

OTHOCHUTCS K KU3HEYTPOIKAIOIITUM.
Ho sniexapcTBo yxe HaliieHO

29
AXOHOPOITA3NA
MALUMEHT OYEHB XXOET

RARUSI PEIKUE BOJIE3HU B POCCUK
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KAPTA HOMEPATL S

—

¢ JlosapaBaseM ¢
EHHEM |

32
PECYPCbl
OnbIT BE3 NPAHNL,

Hamexo, Ho psasiom. RareConnect.org —
9TO r'oJI0C 30 MJIH eBpOIef1eB,
CTpaZIAONUX PEAKUMU O0JIE3HAMU.
ITanpeHTHI ¥ UX CEMBU MOTYT Oe3
TPAHMUI] ¥ TPENATCTBUN 00IIATHCI HA
BOCHMU A3bIKaXx. Teneps niaardopma
3aroBOPHJIA U II0-PyCCKHU

TPAEKTOPUS CYAbbbI
BOJIE3Hb, AAJIbLLE — CHACTbBE

AnHna BopukoBa ybex/ieHa, 4To Bce
XOpolllee, UTO CIYIUIIOCH B €€ JKU3HH,
MIPOU30ILIO 61aTOAAPA TAKETOMY
penkomy 3aboseBanuio. OHA HAYYUIACh
mpeBo3Morarh 60J1b, BEpUTD, CMEATHCA,
TI€Th, JIEYUTH, JTIOOUTH

EE OFOVIMOBOMYKA,
JIIOBMIMAA OEBOYKA
C ronyebIMA TMA3AMA

Maprapure 10 sieT. Ho ee :xu3Hb cTana
BEXOH B UCTOPUU TAKUX OOJTBHBIX:

OT IOJIHOTO OTCYTCTBUS HAYYHOH
nHOpMAIUU 10 U300peTeHU

3G GEKTUBHOTO JIEKApCTBA

40
MAJIEHbKWE,
HO HE CJTOMJIEHHbIE

O npobiemax ceMel ¢ IeThMU,
0OJIBHBIMH aXOHZPOILIA3HeH, KOTOPbIE
OYEHb Ky T HOBOE JIEKAPCTBO

U HAZIEIOTCA IOTSHYThCS 10 TIOMOIIU

MAPLLUPYTU3ALIUA
BCEIO KAMJ1A KPOBIU

CoBpemeHHasi GHOXUMUYECKA s
JINaTHOCTUKA ITO3BOJISIET YCTAHOBUTH
MHOTHe pefikue 3a00IeBaHus, a 3HAUUT,
BOBpeMs Ha4aTh JICUUTH U JaTh
HaJIEXK Y

50

JOPOIA PO30BOW CMPABKU
Craryc «pe6eHOK-HHBaINU/», KOTOPOTO
IIpeXx/ie He CyIeCTBOBAJIO BOOOIIE,
Cero/iHsi ecTh. U cTaryc 3TOT MOCTOSIHHO
IpeTepIieBaeT U3MeHEeHU

BPEM4A NEPEMEH:
HE >XXOATb, A TNIPUBJTVDKATb
YTo4yHeHUe IPaBOBbIX HOPM

yBeJIM4YuBaeT KOJINYECTBO PECYPCOB
IIOMOIIYU MaJIEHBKOMY IIAIITUEHTY

60

W3OATENDb XXYPHAJIA
RARUS: PEOKVE
BOJIE3SH B POCCIUIN
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v XKYJIEB,
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Bcepoccutickoz2o

€0103a nayueHmos

u

upekTop EBpomeickoro peruoHajbHOro 0mopo Bce-

MUPHOU OpraHu3anuu 3aApaBooxpaHeHus JKyskaHHa

fIxab oTmeTnia: «B3anMOOTHOIIEHUS MEXAY MAIH-
€HTOM Hu Bpa‘{OM HNU3MEHAITCA Kap]_'[I/IHaIII)HLIM 06p330M.
[TanueHT Bce B OOJIbIIIEN CTENEHU PACCMATPUBAETCS Kak
3HATOK 6Jiarosapsi HaKOILJIEHHOMY OIIBITY, Ybe aKTHBHOE
y4yacTue B NMPUHATHU PElHIeHUH HMeeT KJIIOUEeBOe 3Haue-
HHE». ITO CBA3AHO B TOM UKCJIE C PACIITHPEHUEM JIOJIH XPO-
HU4YecKuX 3abojieBaHUM B 001IeM oObeMe OKa3bIBaeMOU
MEIUIMHCKOU ITOMOIIU. M MbI ¢ BAMU JIeHCTBUTEILHO 3HA-
TOKH, IOTOMY YTO XpOHUUECKOe 3a60JieBaHKe — 3TO IpaK-
THUYECKH Ha BCIO )KM3Hb, MbI 9TO IIPEKPACHO IIOHUMAaEM.

U MBI 3HAaEM, YTO 3a4ACTYIO MMAI[UEHTHI MOTYT O0BACHUTH
HEKOTOPHIM BpauaM BCIO CIienU(pUKY CBOEro 3ab0JeBaHUs
¥ 3HAIOT 00pa3 JKU3HU, KOTOPHIH HEOOXOIMMO COOJTIONATD.
B 3T0¥1 CBSI3U MBI TOBOPUM, UTO MAIIUEHT BHIXOIUT HA HOBBIH
ypoBeHb, 1 GHOKYC 3/[]paBOOXPAHEHUS JIOJIKeH ObITh Ha Ia-
nueHTe. O6 3TOM TOBOPUT U Jlekapalius o0 HamueHT-0pU-
E€HTHPOBAHHOM 3/[paBOOXPAHEHNH, KOTOPast Oblyla MPUHATA
B 2006 TOZY, ¥ MBI BCAUECKH [TPOIBUTAEM U/IEU DTOM JIeKIa-
pamuu.

Yto 6GBLIIO pEeabHO CIETAHO MAI[HEHTCKUMU O0IIEeCTBAMU
u BcepoccHiickuM COI030M TAI[UEHTOB 3a MOCJIeHEE BpEMSI?
Bitarozapst B3BanmoeicTBri0 ¢ MUHHCTEPCTBOM 37[paBOOXPa-
HEHUsI MbI MEHSIEM B TOM YHCJI€ HOPMATHBHO-ITPABOBBIE AKTHI.
Tak, u3MeHeH npukas MuH3paBa, KOTOPBIA MO3BOJIMII BbI-

MHUCHIBATh PELENTHI JJIsI XPOHUUYECKUX
OOJIBHBIX Ha TPEXMECSYHBIH KypC Jie-
YeHus1. DTO OrPOMHBIN MPophIB! A 00-
paiarm BHUMAHUE, YTO 3TO He 00sA3aH-
HOCTh Bpaya, B KOHEUHOM CYeTe 3TO
OH peIllaeT, Kakas KypcoBas Tepalus
no/xkHa ObITh. HO MBI 1051ITO 00 3TOM
TIPOCHJTH, U HAKOHEI[ 3TOT IIPUKa3 ObLI
M3MEHEH.

EcTh mUCHMO B TIOA/IEPKKY JIBTOTHO-
rO JIEKaPCTBEHHOrO OOecIieueHusi, KO-
TOpOE IOAIKCAIa MHHUCTP, — O TOM,
YTO HEJIb3sl OTKA3BIBATH II0 JIbIOTHBIM
pelenTaM, CChLIasiCh Ha OTCYTCTBUE
JIEKapCTB B allTEKe, M TaK)Ke O He3a-
KOHHOCTH TaK HAa3bIBA€MBIX TaJIOHOB-
HAMPABJIEHUN JJIsl TIOJIYYEeHUs JIbTOT-
HOTO periernTa.

Bort peasibHbIE IPUMEPHI HAIIIEH Jiesi-
TEJIBHOCTH. JIyMaro, 4TO 3TO OUEHD BaK-
HO!

W3 BbicTynnerHns Ha VIl Bcepoccuiickom KoHrpec-
ce naymeHToB. Mocksa, Hosi6pb 2016 roga

No/03/AEKABPbB/2016

UEHT

HavuHaem
dobusaemcs

MuHuncTp 3gpaBooxpaHeHus PO
Beponuvka CkBopuoBa v conpesceaa-
Tesib Becepocceuvickoro corosa nayneH-
ToB KOpui XKynes Ha VIl Bcepoccuii-
CKOM KOHrpecce rnalneHTOoB.

Opuvi XKynes oTmMeT1 BaXKHOCTb POJIN
cemeni, KOTOPbIe CTOJIKHYJINCh

C TsKeJIbiIMy 3a6071eBaHUSIMU:
«3a4acTyto naymeHTbl MOryT O6bSICHUTL
HEKOTOPbLIM Bpadyam BCo creynpuky
cBoero 3abosieBaHus 1 3HarOT 0bpas
JKU3HU, KOTOPbINI HEO6X0AMMO
cobnrogatb. B aTovi cBsiau Mbl roBopum,
YTO NayneHT BbIXOQUT Ha HOBbIN
yPOBeHb, 1 (DOKYC 34PaBOOXPaHEHUS]
J1O/KEH ObITb Ha MaLneHTex».

JIET
npoxoauT
B cpegHeM Mexay
rOSIBIIEHNEM
rnepBbIX
CYMMTOMOB
U yCTaHOBKOM
avarHosa.
BosbLumHCTBO
Bpayev MaJio
3HalKT O PEAKUX
3aborieBaHusIX

350

MJIH
4yes10BeK
B MUpe cTpagatT
peakumm
3ab0/1eBaHNSIMU
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Henv3s omxassl8ams no Ab20m-
HbLM peyenmam, ccoblnasch Ha
omcymcmeue ekapcms 8 an-
mexe, U Makice He3aAKOHHbL MaK
Hasbleaembvle MaA0HbI-HANPABS-
/IeHUS 01151 NOAYHEHUS Nb20TMHO-
20 peyenma

JIOAMWUIJIA
MUXAWJIOBA,
A.M.H.,

npogeccop
YYeHbI

cekpetapb UUTO
um. H. H. lMproposa

44

O0Ha u3 3adau duazHoCMuKU —
cdenamb ee Kax MOcHO bosee
O6blcmpoil, NPou3eoo0UMeNbHOlL
U MUHUMAAbHO UHBA3UBHOU, Oe3
cepbe3Ho20 eMellamensemsa

8 opa2aHu3m. B baudxcaiiwee

8peMs nepemendl 8 obaacmu
duazHocmuku obewarom obimy
@danmacmuveckumu

PN

XVIEB,
conpejcearesib
Bcepoccurickoro
coroza
naymeHToB

B Mockee u obaacmu ogpuuuans-
HO 8blAB8/1EeHHOe HUCA0 demell

¢ maxkumu 3ab0ae8aHUAMU

He coomeemcmaeyem nonyas-

YUOHHOIL Hacmome. 3Havum,
00/1bHbLIE «YX002IM» K Opy2um
cneyuaaucmam U npaguabHO20
JNleueHus He NoAYHarm

EKATEPHUHA
3AXAPOBA,
A-M.H.,
npogheccop,
npexcenaresib
Bcepoccuvickoro
obuyecTBa
opgaHHbIX
3aboneBaHUI

oan HOVERATLS

-~ '\“
Hu o0Ha cmpana 8 mupe He
daem 6oavlue c8ouM epaxcoa-
Ham, uem Poccus. 1 Ham HYydscHO
caedumsb, umobbl me 2apaHmu,
KOmopble NpedocmagAsiomes Ha
yposHe 2ocyoapcmea, 00Xo0uau
00 Karc0020 8 HEUCKAHCEHHOM
cocmosHuu

BEPOHWUKA
CKBOPLIOBA,
MUHUCTP
3/paBooxpaHe-
Husi PO

HmenHo 8 60/lelll;€ S nNoHAAaQ,

BoPHIa:IBIIIAA HACKO/bKO HYM#CHAaA u camoom-
Bpal.; sepriceHHas npogeccus — 8pau.
Y nayneHT Ilo3dHee a5 nocmynuaa 6 me-

JuyuHCKull uHCmMumym u npo-

doicuna ouHacmuro, cmand
8PAUOM-3NUOCMUON020M

ITo Hexomopbim 3aboaesaHusIMm
CMano 803MO}CHO YB8eAUHUMD
CPOKU, HA KOMOpPble YCmaHas-
Ausaemces UH8AAUOHOCMb. D)Mo
usbasasem pooumeneti om exce-

200HbLX X0#c0eHUll N0 UHCINAH-
yuam u cbopa 0oxkymeHmos 011
ouepedHoll sSKcnepmu3awl

OJIbrA

JIELLKAS,
3amecTuTeslb
pykoBoauTesns
10 9KCNepPTHOW
paborte [naBHoro
6ropo MC3

rno r. Mockse

[RARUS PE/JIKUE BOJIE3HU B POCCUU

WWW.RARE-DISEASES.RU
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cmaau/"MeHLUILE,

aaay M 6oavwue.

i CMoOJ/IbKO Hce

3 paBOOXPaHEHU A
Poccru BepoHuka — MOMOLUb BIMKE

mepBbIe B Poccru ¢ 2015 rojia cTaam JeHCTBOBATh 005A3aTEIbHBIE

CKBOpHOBa CPOKH O;KHUJIAHUSA JIIOOBIX BUIOB MEJUIIMHCKOM IIOMOIITH: OT BH3H-

Ta YYACTKOBOIO Bpaya JI0 OKA3AHUsS BHICOKOTEXHOJOTHYHBIX Me-
pacCrasaJjia JMITHHCKUX YCIIyT. BriepBele B IPOIIIOM TOAY IS BCeH CTPAHBI U IS
PYKOBOAUTEJIAM Kax/[0T0 PeTHoHA ObLyIa c/le/IaHa FeoMH(pOPMAIMOHHAA KapTa, KOTOpast

IIO3BOJISIET OIPEJIEIATH 30HBI PUCKA TEPPUTOPHUAIBHON M TPAHCIIOPT-
nu HpeHCTaBHTeJIHM HOH JIOCTYITHOCTY TOH MJIX MHOU MEIUITUHCKOMN ITOMOIIIH.

MMAIIMEHTCKUX «C 2016 1012 BCE BU/IbI METUIIMHCKOM IOMOIIU UMEIOT OIIPE/IEJIEHHBIE
o CPOKH OKU/IAHVSI, HAUWHAS OT O3KU/IAHUS YYACTKOBOTO Bpaya, CIIEIH-
/0 COO6H.I€CTB QJIMCTOB TIEPBUYHOTO 3BEHA HEOTJIOXKHOM CKOPO# TIOMOIIU ¥ 3aKAHYH-
naymueHToB Bas1 JTaGOPATOPHBIMU UCCIIEIOBAHUAMU. DTOTO He GBIJI0 HUKOI/IA — HU
OKas3blBaroTCs O TEHACHIIUAX B COBETCKHH, HA B IIOCTCOBETCKUH mepuoz. Ceilyac 3TO He IIPOCTO pe-
;ngfggg” rojzia yXOII AMIETO IJIAMEHTHPYETCs, 9TO 3aKPEIVIEHO IMPOTPaMMOU TOCYZAAPCTBEHHOH ra-
601E3HU PaHTHHU U yTBEPXKEHO IIOCTAHOBJIEHHEM IIPaBUTeIbCTBA Poccuiickoi
HayuHaroTcs nu HpOI‘HOBaX Oenepaniuiu».
B BO3pacTe o
70 15 ner Ha roz, Oy/rymi CTPAXOBBIE NPEACTABUTENM NPULLJIOT CMC

Beponunka CKBOPIIOBa TaK»Ke 06HAPOI0BAIA U/IEI0, KOTOPY 0 MUH3paB
HaMepPEH peaIn30BaTh B OJIMIKAUIIIHE TOZBI:

«OueHb BaXKHO, YTOOBI K 00€CIIEUEHHIO KAUeCTBa 1 IOCTYIIHOCTH Me-
JUITAHCKOM TIOMOIIY ObLIM TIPUOOIIEHBI CTPAXOBbIE MEUIIMHCKLE OP-
TaHU3AIUH, KOTOPbhIE HE JIOJKHBI OBITh MPOCTO IIPOKJIAIKOM J1JIs IPO-
BEJIEHUS JIEHET U3 TEPPUTOPHAIbHBIX (oH0B OMC K JIeueOHbIM Y-
pexxaeHusiM. FIX poJib B 3al[UTE IPAB MAIUEHTOB I0JIKHA CYIIIECTBEHHO
BO3PACTaTh», — MOUEPKHYJIA MUHHUCTP.

OnHa 0TMeTHJIa, UTO C 1 AHBApsI 2017 TO/Ia HAYHYT paboTaTh CTPAXOBbIE
MPEJICTABUTEIIA BTOPOT'0 YPOBHSA. DTO CIIEIIHAIbHBIN aIlllapaT, KOTOPBIH
OCYIIECTBIISET MHANBU/IyaIbHOE HHMOPMUPOBAHUE, CMC-OIIOBEIIEHU S
0 HEOOXOMMOCTH U CPOKaX IPOBE/IEHUs TUCIIAHCEPU3AIINH U JAPYTUX

RARUS PEJIKUE BOJIEBHU B POCCUU WWW.RARE-DISEASES.RU
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Murnctp
3apaBooxpaHeHus1 PO
Beponuka CkBopLoBa
Ha VIl Bcepoccurickom
KOHrpecce naumeH-
TOB coobLyma, 4To

B 2017 rogy obbem
rocyAapCTBeHHbIX
rapaHTu He COKpa-
TUTCS. 3a4a4a rocy-
JapcTsa — BMecTe

CO CTpaxoBbIMy Meau-
LUMHCKVIMU OpraHu3a-
LmsiMu, naLymeHTCKUMM
coobLecTBamm HauTu
Joxoa4viBbie ¢hopMbl
MHGOPMUpPOBaHUS
HacesieHvisi 47151 1o-
HVIMaHWSs1 TOro, 4To
BKJTKO4YEHO B MPOrpam-
My rocyaapCTBeHHbIX
rapaHTin

TbIC.
opghaHHbIX
3abos1ieBaHuN
N3BECTHO CeroaHs
B Mupe

BU/IOB TPOMIIAKTUIECKIX OCMOTPOB, BAKITITHA-
IIMH, OTIOBEIIEHUS O JUCIIAHCEPU3ALINH — O TOM,
B KaKyi0 TPYIILY 370POBbsI IMAIMEHTHI MOMAJIH,
0 HEOOXOIMMOCTU IIPOXOXKIEHUS THUCIIaHCep-
HOTO HAOJIIOIEHUS Y TOTO WJIM WHOTO CIIeIHa-
sucra. «C 2018 rozja y Hac HaUMHAETCSA HOBBIA
STall ¢ MOJIKJIIOYEHUEM TPETHETO YPOBHSA CTpa-
XOBBIX IIPeACTaBUTENEH, GAKTHIECKHN 9TO JTall,
HampaBJeHHbII HA MOTHBHPOBAHUE KazKIOIrO
3aCTPAaXOBAHHOIO, a CJIEJIOBATEJIbHO, KasKIO0TO
MarueHTa B Hallleld CTpaHe K OTBETCTBEHHOMY
OTHOIIIEHHUIO K CBOEMY 3/I0POBBIO».

CYBBEHLUWW PETMOHAJIbHBIM

BHOXXETAM YBEJINYATCS

YUrto kacaeTcs OIaceHUs IAIMEHTCKUX CO-
00IIIeCTB, YTO M3MEHEHUs B HAI[MOHAJIbHOU
CHUCTEME 3/PaBOOXPAHEHUs CHUBAT (PUHAH-
CUPOBAaHHE OTPACIH U KPUTEPHUHU KadecTBa
OKAa3aHUSA MeJTUIIUHCKON IOMOIIU, MUHUCTD
3aBepuJia, YTO TaKHe ONaceHusA He UMEIOT OC-
HOBaHUH.

«Korzia MBI roBOpUM 0 DHUHAHCOBOM ObecIie-
YEeHUU POCCHUICKOTO 3PaBOOXPAHEHUs, MBI
TOBOPUM O KOHCOJIMJITHPOBAHHOH CHCTEME, KO-
Topas (popMuUpyeTCA U3 TPeX UCTOUHUKOB, —
nosiciusia Beponuka CkBoprioBa. — I'tlaBHBIM
HMCTOYHUKOM SIBJISIETCSI BHEOIO/MKeTHBINH POH/T
00513aT€JIbHOTO MEIUIIMHCKOTO CTPaXOBaHUS.
B HacTosiIIIee BpeMs B HEM CKOHIIEHTPUPOBAHO
IIOYTH 2 TPJIH PyO., KOTOpBIE OOeCcIeunBaoT
80% Bcel MEAUIIMHCKOI IIOMOIIY, IIOYTH 60%
Bcero oobeMa (pUHAHCUPOBAHUS, UIYIIETO Ha
37IpaBoOXpaHeHue. A Ty/la BXOJUT U MeTUI[UH-
ckoe obpa3oBaHUe, MEAUIIUHCKAsA HayKa, MH-
BECTUIIMOHHBIE NTPOEeKThl. PoHJ 006s13aTesTh-
HOTO MEJUIIMHCKOTO CTPAaXOBAaHUA PAaCTET,
U €CJIX TOBOPUTH O CyOBEHIIUAX, KOTOPHIE UIYT
B PETHOHAJIbHBIE OIOJ[?KETHI, TO UX YBEJIUUEHUE
Ha cJIeiyIoIuil roJi 3alJIaHMPOBAHO Ha 10,6%.
[ToToMy ¥ MOAYIIEBOM HOPMAaTUB yBEJIMYNBA-
eTcsl Ha 9TU MPOIEHTHI. JTO IMO3BOJISIET HAM
HEe TOJIbKO BBITIOJIHUTDH BCe 00s3aTEILCTBA, HO
U HApaCTUTh UX, PACHINPUTH HEKOTOPHIE TIPO-
rpaMMBbl, BKJIIOYAs IPEIOCTABIEHUE BBICOKO-
TeXHOJIOTUYecKol momoru. Eme nBa mcTou-
HHUKA — 9TO PETHOHAJIbHbIE OIOJIKETHl U CO0-
CTBEHHO (eJIepaTbHBIN OIOKET».

FOCYAAPCTBEHHbLIE TAPAHTUIN OCTAKOTCA

HA NPEXXHEM YPOBHE

TTosicHU 1A MUHUCTP U CUTYAITHIO C CHCTEMOM T0-
Cy/lapCTBEHHBIX rapaHTuil: «1IX 00peM He COKpa-
tutcs. VY Hatia 3a71aqa — BMECTe CO CTPaXOBBIMU
MEIUIIMHCKUMU OPraHU3aluAMU, TAIlUeHTCKU-
MM COOOIIECTBAMH HAWTH JTOXOAUMBBIE (POPMBI
nHGOPMHUPOBAHUsI HACEIEHUS /ST IOHUMAaHUS
TOTO, YTO BKJIFOUEHO B IIPOrpaMMy ToOCyAap-
CTBEHHBIX TAPAHTHH.

HOBOCTW OTRACT N1

ITo cytu fesna, ceiiuac B Hee BKJIIOUYEHO BCe:
OT TPOPUIAKTHKU U OKa3aHUs IEPBUYHOH I10-
MOIIM /10 OY€Hb IIUPOKOTO KPyTa BBICOKOTEX-
HOJIOTUYHOHN MeZUIIMHCKOH nomoinu. He BkIto-
YEHO TOJIBKO JIEKapCTBEHHOE obecreueHue
B aMOyJIaTOPHBIX YCJIOBUAX, TOJIBKO JJIsI OIIPe-
JleJIEHHBIX JIBIOTHBIX KaTerOpUii, KOTOPBIE IIPO-
IIHCaHBI B 178-M deiepasibHOM 3aK0He U 890-M
IIOCTAHOBJIEHUU IIPABUTEIBCTBA>.

ITo cioBaM TIaBBl poccuiickoro MuH3zapasa,
IIPOBOJIUJIOCH CIIEI[UAJIBHOE COIIOCTAaBJIEHHE Ta-
PaHTHH, KOTOPbIE JAIOT HAIlIA CTPAHA U JIPYTHE,
Brutouas Espocoros, CIITA:

«fI mory ckasarp, YTO HU O/lHA CTPaHA B MUPe
He JiaeT OoJIblile CBOMM I'paskjjaHaM, yeM Poceus.
U HaM Hy>KHO BceM BMeCTe CJIeJIUTh, YTOOBI Te Ia-
PaHTHUH, KOTOPBIE IIPEJIOCTABJISIOTCS HA YPOBHE
TOCY/IapCTBa, JIOXO/IUJIA JI0 KQ)K/IOTO B HEWCKa-
JKEHHOM COCTOSIHUHW. B ampeste sToro rozma On11
NIPUHAT CIEIUaJbHBINA 3aKOH, KOTODPBIN JjaeT
PoczzipaBHaZi30py BO3MOKHOCTB II€HTPAJINA30-
BaTh (PYHKIIUHU 10 KOHTPOJIIO 32 JIeATeJIBHOCTBIO
MEUIUHCKUX opraHnu3anui. U ceffuac y Hac Ha
(enepasbHOM ypOBHE IIOSIBUJIACH BEPTUKAJIbHAS
cucTeMa KOHTPOJIA U Haz3opa. M 3To oueHb xo-
POIIIO, IOTOMY YTO Ha IPOTAKEHUH PsAZia JIeT 3Ta
dyHKIUA ObLTA JENEHTPAIM30BaHA W OT/AaHA
B nlostHOMOuHA cyobpekTaM Poccuiickoit ®enepa-
UK.

0 XXN3HEHHO BAXKHbIX NPENAPATAX
3a 1mocJieIHue JIBa ¢ II0JIOBHHOM rofia, 110 ¢JI0BaM
MUHHUCTPA, OH PaCIIMPUJICS Ha 100 MeKAyHa-
POZIHBIX HEMIATEHTOBAHHBIX HAMEHOBAHU.
«3T0 OoJIee 5 THIC. ACCOPTUMEHTHBIX IT03H-
nui, — 3asgBuia Beporuka CkBoproBa. — U cei-
vac 6osiee 30 THIC. ACCOPTUMEHTHBIX ITO3UITUN
PETUCTPUPYIOT TPENEIbHO JOMYCTUMYIO IeHY
OT IIPOUBBOAUTEJIEN HA JIEKAPCTBEHHbIE MIpPera-
patbl. ATO abCOIIOTHO PabOUNi MeXaHU3M, JIJIs
5TOTO JIOCTATOYHO CPABHUTH JUHAMUKY II€H Ha
JKUBHEHHO Ba)KHBIE IIpPErnaparhl U IIPerapaTsl,
KOTOpBIE He BXO/IAIT B 3TOT ITepeveHb. B 2015 rogy
MBI CyMeJIHU y/Iep:KaTh POCT IIEH HUKE YPOBH:A
UHGJISIIIUY, 2 B 3TOM OHU (aKTHUECKU BOOOIIE
HE MEHSIOTCsA. 3a JIEBATh MECAIEB TEKYIIEro
rojia KoyiebaHusI BCEro B Ipeiesiax 0,5%. A eciau
B3STh PHIHOUHBIN CErMEHT, KOTOPBIM He perjia-
MEHTHUPYeTCs PErHCTpanued IeH, TaM Kojeba-
HUSI CYIIeCTBEHHO Gosibiiie. B aTOM TOMY Y Hac
6osiee 15 MJIH JIBTOTHHUKOB IIOJIYYUJIM JIBIOT-
HBIE JIEKAPCTBA Ha CyMMY 150 MJIpz, py0. U mtroc
OKOJIO 13 MJIH JIBTOTHHUKOB MOHETU3HUPOBAJIU
CBOW ITPaBa Ha JILTOTHOE JIEKApPCTBEHHOE O0ecIie-
YeHHEe».

W3 BbicTynnerns Ha VIl Bcepoccuickom KOHrpecce naymeH-
ToB. MockBa, Hos16pb 2016 roga
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DaBHATD,

) )

BbI moMHUTE ce0s1 MaJIeHbKUM?
BoT TBI OmHAXKABI ITPHUOErKaI JOMOM,
CTYYHIIIb, 4 POJIUTEN HE CJIBIIIIAT.
ThI pemaenib OTAHY ThCA

710 3BOHKA, a OH TaK BBICOKO...

TbI IIpbITAEIIb — eIlle YyTh-4yTh,
ele CAaHTUMETPHUK... 11 HUKaK!

A Bepb Kak riryxas CTeHa.

W BApyT nppannoHaJabHOE YyBCTBO
OXBAaTbIBAET TEOS: THI ... HE MOKEIIIb
1 Thl COBEPIIIEHHO OAUH!
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‘ OJIE3HU, KOTOPBIE SABJISIOTCS TEMOH

5TOr0 HOMEPA, — Pa3HbIE IO CUM-

IITOMATHKe, JIEYEHUIO, IIPOrHO3aM.

Ho 6oJspioe 4mcesao manyeHToOB C Op-

(amHOI aTOI0TMEN KOCTEH U CYyCTaBOB
HMMeET CHIKEHHUE POCTa.

Tak CJI0’KHUIJIUCH T€HBL, 1 HUKTO B 9TOM
He BHHOBAT. U1 ThI, MaJIeHbKUI YeJIOBe-
4YeK, He BHHOBAT, YTO He MOXKEIb JJ0-
TAHYTHCA, JOIPBITHYTH, JocraTh. Ho
KTO-TO MOKeT M30aBUTHCS OT TebsI elre
JI0 POXKJIEHWS, WJIA Bpad B POAJIOME
MIPEIJIOKUT MaMe OTKa3aThCs OT Tebsl.
IToTom TebGe GyzmeT TPY/LHO M10JI3aTh, ThI
3aruIavents ot 6eccuius u 6osn. ThI He
CMOJKEIIb JOTAHYThCA JJ0 MHOTHX Be-
1eid, MHOTHE IyTH B JKU3HU OKKYTCS
3aKpBITBIMU. Tebs MOTYT JpasHUTbH
3JIble TIOZIPOCTKH, a POAUTENU «HOP-
MaJIBHBIX» JIeTel HaJIMEHHO OyyT CMO-
TpeTh cBepxy. Tebs MOJIOXKAT HA TsKe-
JIYIO OIIepaITUIo, TOJIBKO YTOOBI ThI OBLI
«Kak Bce». U 970 Kk Tebe, a He K HUM MTPH-
et 00JIb...

Kak ke HaM, Ty/IJTHBepaM — Bpaudawm,
pPORUTENAM, APY3bAM, YIUTENAM, Y-
HOBHUKAaM U COBCEM HE3HAKOMBIM JIIO-
JAM, — JOTAHYTHCA, AOpacTH 7o Oosei

Ecnn Takne getun
rnonagarot

K Bpa4yam rnoszs-
HO, TO He Bcerga
UM MOXXKHO cae-
n1aTh onepayuio
Jaxxe Mo Koppek-
L4uu Mo3BOHOY-
HUKa, MOTOMY 4YTO
He crpaBsaTcs
opraHbl gbixaHWs

Axkagemuk MctucnaB
BacunbeBuny Bosikos,
MHUUMaTop N3y4YeHns Hacses -
CTBEHHbIX CUCTEMHbIX 3abosie-
BaHu ckeneta B CCCP

N3 UCTOPUMN JIEYEHUSA
OP®AHHbLIX 3ABOJIEBAHMH B LIUTO

1962 roj

B LUNTO no nHuumaTtusBe gupektopa nHctutyta Mctuc-
naBa BacunbeBuya BonkoBa co3gaHo nepBoe B CTpaHe
oTAeneHne OeTCKOWM KOCTHOM naToiornm

1968 roj

B nHCTUTYTE opraHmMsoBaHa fnabopaTopus MeguumnH-
CKOW rEHETUKM MO N3YYEeHN0 HacNeaCTBEHHOWN NaTono-
rMyM B opToneaun Nof pykoBOACTBOM KaHOuaaTa me-
OULNHCKMX HayK, a 3aTem JOKTopa MEeANUNHCKUX HayK,
npodeccopa E. M. MeepcoH. 3akpbiTa B 1995 rogy

MNAHBI HA K3-H10)

¥ YyBCTB MaJIEHBKOTO UesioBeka? OO 5TOM U MHOTOM JPyTOM
MBI PA3rOBAPUBAEM C OTHUM K3 JIYUIITUX CIIEIUAINCTOB B Mo-
CKBe, KOTOPBII 3HAET 00JIE3HH KOCTElH U CYCTABOB B/I0JIb U [TOTIe-
PEK, — JIOKTOPOM MEINIIMHCKIX HayK, IIPOGeCccopoM, YIeHbIM
cekperapeM 1leHTpasIbHOTO HAYYHO-HUCCIIE0BATEILCKOTO HH-
CTUTYTa TPaBMAaTOJIOruH U oproreanu uvenu H. H. [Tproposa
(INTO um. H. H. IIpuoposa) Jlirogmusioi KoHCTaHTHHOBHOMN
MUXAWJIOBOW. 1 TIaBHBIH ee PelienT, KaKk HaM «ZI0PACTH»
JI0 MQJIEHBKOT'O YeJIOBEKA, — IIPOCTO €r0 JIIOOUTD U IIOMOTATh.

roCYAAPCTBO:

AOTAHYTbCA 10 BOJIE3HU-CUPOTDI

YecTHO TOBOPsI, MHOTHE BPauU TAKUE CJIOKHbIE 3a00JI€BaHU S
JIEYUTH HE XOTAT, OOSATCS, IOTOMY U Ha3BaJH MX OpdaHHbI-
Mu — GoJsie3Hb-cHpOTA. JleueHne O4eHb JI0pOroe, U, YBHI, He
BCer/la MOXKHO BBIJIEUUTb. A pa3 HeJlb34, TO U IEHbI'Y He XOTAT
BKJIa/IbIBaTh. Takasi BOT KaTEropus, KOTOPOU 3aHIMAIOTCs DH-
TYy3UaCTHL... HEBHTY3HACThI K HAM HE UAYT.

A ckonbKo Bcero Takmx opdpaHHHbIX 60JIbHbIX?

Bor unorma 8 CMU NUIIYT, YTO UX CTAHOBUTCSA BCe OOJIbIIIE
u GoJibllle. DTO HENPABUJIBHO, IOTOMY YTO MbI B OCHOBHOM
pabortaem 1o obpaiaeMoctu. MICTUHHYI0 YHUCJIEHHOCTh MO-
JKeT TMI0Ka3aTh MO ISIIMOHHOE HCCIIEI0BAHIE, TO €CTh OpUTa-
Jla CIIeNAJINCTOB JIOJ?KHA BBIE3XKATHh B PETUOH U BBISBJIATH.
Toria MOXKHO GyZIET paCCYUTATH [IOKA3aTeJIb UCXO/IS U3 YUCTIA
HacesieHus1. fl ygyacTBOBaJIa B OZOOHBIX SKCIEUITUSIX, UX Op-
raHnzoBbIBasx Bo BpemeHa CCCP.

Mouemy >xe oHM NpeKkpaTuInCL?

Onm nmoporme. CkaxkeM, IOCJIe POXKIAEHUs pebeHKa uccie-
JIOBAHWE TOJIBKO TI0 O/THOMY 3a00JIEBAHUI0 CTOUT IOPSIIKA
40 ThIC. py0. IMEeIoTCS IIOMYJISIITUOHHBIE UCCIIeZIOBAHUS Y (PHIH-
HOB, B CIIIA XOTsI 1 HE BO BCEX IIITATaX, HO YHCJIO OOIBHBIX MOJI-
cuntado. U paxxe B bpasunum ects uccsenoanus. [losibiia
XOPOIIIO pabOTaET, IPUYUEM TaM CIIEIHATUCTHI 3HAIOT, N3 KAKUX
PETHOHOB K HUM 3a00JIEBAHUS IPUXOAAT — KaK IMPABUJIIO, U3
TeX, I7Ie paCIIPOCTPAaHEHBI OJIN3KOPO/ICTBEHHBIE OPAKHL.

A mb1 B Poccuu ceropus s1aske npo MockBy 1 MOCKOBCKYIO
00J1aCTh TOYHO CKa3aTh HE MOXKEM, CKOJIBKO 3/1€Ch TAKUX O0JIb-
HBIX. fI OBI XOTeJa PeJIOKUTD ITPOBECTH TOIOOHBIE HCCITe-
JioBaHusA B MOCKOBCKOM pervoHe, caMma rOTOBa CMOTPETbH Jie-
Tel GecIyIaTHO.

Mpepgnarann?

Ja. Ho moka HUKTO Ha MO€ IIPE/IJIOYKEHHNE He OTKJIMKHYJICS.
A cxaxy naxe 6osbie: y Hac B MockBe 1 061aCTH OHUITHATHHO
BBISIBJIEHHOE YFHCJIO JIETEH C TAKUMU 3200JIeBAaHUSIMH HE COOT-
BETCTBYET MOMYJIANUOHHONW YacToTe. 3HAUUT, OOJIBHBIE «yXO-
JISIT» B ZIPYTHE OTZAEJIEHHs, K APYTHM CIEIHaINCTaM U IIpa-
BUJIBHOTO JIEUEHU ST HE IT0JIyYaioT, 00/1e3Hb HaOUpaeT 000POTHL.
ITO MOXKET IPUBECTH K CAMBIM 1€YAIEHBIM ITOCIIEZICTBHISIM.

NEAWATP N OPTONENR:

NOTAHYTHCA A0 ANATHO3A

HysxHa auarHoCTHWKa, IIPHYEM PaHHsIA, YTOOBI KAaK MOKHO
CKOpee HauaTh JIeYUTh. Hampumep, I MYKOIOJTHCAXapH-
no3a I tuma, MIIC-I, ;uarHo3 BaskHO MOCTAaBUTH /IO JIBYX JIET,
TTOCKOJIBKY TIO33K€e HeJIb3sI OyZIeT JiesIaTh OIepaluio 110 TPaHC-
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PAHHEE BbiIBJIEHUE
CUCTEMHbIX 3ABOJIEBAHUWN CKEJIETA

lpogunax- Ob6cneno- Ob6cneno- leHeaso-
TUYeCKue BaHWe BCex BaHue BCcex ru4eckun
OCMOTPEI neren aereu, aHamMHe3s
HOBOPOX- B CEMbSiX, obpartus-
JEHHbIX rae BbisiB/Ie- Lumxcsi
B poggomax  Hbl 60JibHbIE K opToneny
W MNONINKAN-  CUCTEMHbIMU o nosogy
HUKax 3abosieBaHu- HESICHbIX
MU ckeseTa Y HernocTo-
SHHbIX 60o51e
n He3Ha4yum-
Te/IbHbIX ge-
¢popmaymni

Aa

v

IJIAHTAI[UU CTBOJIOBBIX KJIETOK. A Giia-
rojiaps el y uejioBeKka MmosiBysieTcs gpep-
MEHT, KOTOPOTO He XBarajio, ¥ 0OMeH
BEIIIECTB HAJIAKUBAETCSI.

Heo06xonmMo, KOHEUHO, VUUTHIBATH,
YTO MATOJIOTUYECKUH MeXaHWU3M ObLI
3aIylleH BHYTPUYTPOOHO, a 3HAYUT,
U B JIaJIbHEHUIIIEM BO3MOKHBI KOCTHbBIE
nedopmanum, KOTOpble MOTYT IIOTpe-
060BaTh PYTUX OMEPATUBHBIX BMEIIa-

BCe CTAaBUJIM OPTOIEeANYECKHe JUATHO3bl, IOTOMY UTO OYeHb
CXOXKH PEHTTEHOJIOTHYECKIE U KINHUYEeCKUe TPU3HAKHU. XO0-
POIIIO XOTh, YTO He yCIIeJIU HauaTh OIIEPUPOBATb...

Ha npomoo/mxuTtenbHOCTb XXU3HU MO3OHAS OuarHo-
CTUKa MOXXeT BJZINATL?

BesycioBHo. K cokaieHn1o, ecyiv TaKue JIeTH IIONaJIal0T K Bpa-
YyaM IT03/THO, TO He BCET/Ia UM MOKHO CZIEJIaTh OIIEPAITHIO JasKe
10 KOPPEKIINY MTO3BOHOYHUKA, TIOTOMY UTO OPTaHbI IbIXaHU S
MOTYT He CIIpaBUThCA. [103TOMY Bpauu 00513aTEILHO TOIKHbI

MYKONOJINCA- TeabeTB. CaMoe cephe3HOe WHBAJIM-  BJIAJETh 3HAHUAMHU 00 opdaHHBIX 3a60/IeBAHHAX, YTOOBI BO-
XAPHAO3 - JIU3UPYIOIIEe OCJIOKHEHUE I MMAali-  BpeMs 00palaTh BHUMAaHUE HA TAKUX OOJTbHBIX.
aymocomHO- €HTOB C MYKOIIOJIMCAXapHUI030M — 3TO
peyeccusHoe CTeHO3 II03BOHOYHOTI'0 KaHaJia. Y Koro B nepBylo ovepenb OOSHKHA 3a)XKMraTtbCA KpacHas
3abonesanue, namnoyka? Y pooutenen? Bpadew nepBoro 3seHa?
00ycaoenenHoe A ecnu gnarHo3 BoBpems He NocTas- Y nenumarpoB u oprornesioB. [lepBoe, 4TO NpoABIAETCA, — 3TO
CHUJCeHUEeM neH? OTrpaHUYEHUE IBUKEHUS B CyCTaBax: Ta300eIpEHHBIX, JIOKTE-
aKmusHocmu Torga OOJIBHOM Bech IPOIMUTHIBAETCS BbIX. PeOEHOK PyYKH HE BBITATHUBAET, HE MOXKET UX MOMHATD,
¢pepmenmos, IJIMKO3aMUHOIVIMKAaHAMU. Y 3/I0pOBO- HOXKKH He pa3BoauT. Kpome Toro, meiuarpy Hy>KHO 0OpaTUTh
yHacmsyrowux r0 4esioBeKa MPOUCXO/IUT IpPaBUJIbHASA BHUMaHUe Ha 3a00JieBaHUs /10 rofia. B HOpMe peGeHOK B 3TOM
8 Memaboausme OMOXUMHUYECKasl peakius, U KU3Hb BO3pACTe YacTo He 0JIKeH 00JIeTh, IOTOMY YTO 3aIUIIEH UM-
S/MOKO3AMUHO- STHUX BEIECTB 3aKaHUYUBaeTcs. Y 60JIb- MyHHUTeTOM Marepu. Ho npu Hasmauu ophaHHON aTOJIOTHH
anuxaroe (IAT). HOTO K€ OHU HAUWHAIOT OTKJIA/IbIBATh- OTJIOXKEHU S ITPOUCXOMAT U Ha CJIM3UCTOM. TaK UTO IIOCTOSTHHBIE
Hepacwennen- cs IOBCIOAY. PesynbraroM craHOBATCA HACMODPKM, PUHUTDI, TPAXEUTHI JOJKHBI HACTOPOKUTL. Ecyiu
Hote AT Ha- nedbopMaIMu He TOJBKO KOCTed M Cy-  ecTb IIOZI03PeHHe, TO Hy>KHO HOC/IaTh peOeHKa K FeHeTHKY!
Kanauearomesa CTaBOB — CTPAJIAIOT 3PEHUE, CEPAEYHO- Ho BMecTO 3TOr0 HaIIM MHAIlUEHTHl HEPEAKO «OCeAAI0T»
6 d/1eMeHmax COCYZIUCTasi CUCTEMA, IleYeHb, ITOYKH, Y HEBPOJIOTOB, IIOTOMY UTO II0CJIE POK/IEHUA «UTO-TO HE Hpa-
coeduHumens- a TIPU HEKOTOPBIX THIaX 3a00JIeBaHUS
HOU MKaHU — U1 HEpBHas CUCTEMA, XOTA HEJABHO JJIid
CngDfCUﬂu«‘lx’ TaKUX [AIHEeHTOB H300pesIn JeKap- TCrOPpUYECCKHA IIPOTUB
HaokocmHuuye, CTBEHHBIE ITperapaThl.
snugusax, Tak 4TtO EHe ?IfaBI/ICI/IMOCTI/I OT THIIA a3I/II/I9 0006eHH0 qTOﬁbI
aHdoxapoe, MYyKOIIOJIMCaXapH/i03a 4eM paHbllle Ha- " ee OcymeCTBJI AJIN.
cocydax, 4aro JieyeHue, TeM Jjydiie. Ho, k coxa-
napeHxumamos- JIEHUIO, MBI Yallle CTaJIKUBaeMcs C 3a- He Ta CHeIII/IaJII)HOCTI) y HaC,
HbLX OpeaHax, IIYILIEHHBIMH CJIy4asMU. BoT ckopo MHe -
6 pocosuuye JIOJI?KHBI TPUBE3THU JIEBOUKY U3 ObIBIIIEH qTOﬁI’I Mbl OTK/IIOYAJ/IN allIla
U HepeHolL peciy6uku CoBerckoro Corosa, el yixe paT. Y HAC C]‘[euI/IaJII)HOCTI) —
mxaHu

12 jieT. /[narHo3 MOCTAaBUJIN TO3/HO, U
He B Poccun, a B [lospiie. Hatin Bpaun

IO MOCJIEJHEro Cracarb»
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NEPBBIE MPU3HAKM
MYKOMOJIMCAXAPU03A
(Mrc)

MoryT nosiBUTbCS NpY POXOEHUN
pebeHKa: BpOXXAeHHasa MHEBMOHUS,
PUHNT B NepBble OHN XXN3HW, OTUT,

LWYMHOE AblXaHue, T’MHIMBUT, orpa-
HUYeHne pas3rnbaHns B TOKTEBbIX,

KOJTeHHbIX CyCTaBax, orpaHnyeHne
OBVI>XKEHWI B MIeYEBbIX U MexXda-

NlaHroBbIX CycTaBax, TasobenpeH-
HbIX CyCcTaBax, pe3koe orpaHunye-

Hue OBuXeHnsa bepep

v

BUTCsI». VI K coKaJIeHUIO, B OCHOBHOM
MbI CTAJTKMBAEMCSI C 3aITYIIEHHBIMU CU-
TyaIusiMU.

Eciu Taxkuwe MarmueHTHI 0 HAC BCE
JKe ZIOILTH, TO MUHHUCTEPCTBO 3/IPaBO-
OXpaHEHUs IIOMOTAeT C ODeCIeueHueM
npenapartaMu. Takasi MIOMOIb OYEHb
Ba’KHA, IIOTOMY YTO JIEUEHHE JIOPOTOE,
a UHDBEKIIUU HEeoOXOIUMO JejiaTh pas
B HEJIEJTIO U TI0XKU3HEHHO.

bYAYILIASI MAMA N AKYLUEPKA:
NOTAHYTbCA [0 TAMHCTBA

POXKAEHNA

U He chpamuBaiTe, eCJIi TaK JIOPOTo,
TO HAJIO JIU, — YIPEXIAET MOH BOIIPOC
cobecemuuma. — f Bpau. Y MeHs cre-
IUAJIBHOCTh Takasi, 1 00s3aHa JIEUUTH
Bcex. Jlesio make He BO MHE. DTO BBICIIITE
CHJTBI PEIIAIOT, @ MBI JJOJIKHBI [IOMOTaTh
uM. U ecou OyzieM moMoraTh y3HaBaTh
00 5THX 60JIe3HSIX OOJIBIIE, Y3KE ITOJIh3a.

..MBI CHZMM OKOJIO KOMIIBIOTEPA,
u 1podeccop MuxailsoBa JmcTaeT
MpE3eHTalNI0, KOMMEHTUPYA. «Bot
9Ta JIeBOYKAa KaK aHreJIoueK, Mpapnaa?
A BTOro MajbuuKa JIEUWJU OT OOBIU-
HOTO PaxXWTa, XOTS, BUJUTE, Y HETO
n MaMma Takas. He o6paruy Bpauu BHU-
MaHMsL... A 371eCh CUJIbHBIA CKOJINO3, 13-
MeHEeHHs B Ta300eIpPEeHHBIX CycTaBax.
Ho manueHTKa 3aMy2K BBIIILJIA, POAMIIA.
A BOT pebeHOK TOCJIe TPAHCIIAaHTAIAH,
CeMbsI U3 OYEHD JAJIEKOH IEPEBHU. ITY
JICBOUKY Mama IipuBessa B 15 jieT. Jlo
HAC el /1eJ1a/Ti aHAJIU3bI U PEIIIIH, YTO
y Hee IIPOCTO HUBKOPOCJIOCTh, a Y Hee
MIPOTPECCUPOBAJI MYKOIIOJIUCAXAPU/IO3.
Ceifuac el y»Ke TPUIIATh JIET».

MNAHBI HA </cs-H111

U 51 noHmMaro, 4YTo, HECMOTPSI Ha YPE3BBIYAWHO IIJIOTHHIN
rpaduk sokTopa MuxaiioBoH, eCTh OJITHO, 9YTO IIO3BOJIUT 3a-
Jiep>KaTh ee BHIMAaHUE, — Pa3TOBOP O €€ «IeTAX».

«Y3Ke IIpU POXKIEHUH HY>KHO 00paTUTh BHUMAaHUE, €CJIU pe-
OGEHOK BeCOM 3500, a POCT Bcero 49 cM. Keratu, BOT 3/1eCh X0Uy
CKa3aTh: y MeHs OOJIBIITNE IIPETEH3UH K TEM, KTO IPUHUMAET
pozpl. [Io cux mop MHE MaMbl pacCKa3bIBAIOT, KAK UM B POJI-
JIoMe TOBOpAT: “3aueM BaM Takod pebeHok? OTkakurech!”
Tax He /10/12KeH TOBOPUTDH MEJTUK.

A Bceryia cepiKych, €CJIU JKEHIITUHBI IIPOCAT Y MEHS CIIPABKY,
yTOOBI TpepBaTh OEPEMEHHOCTh, IIOTOMY YTO UM CKa3ajIu
uT0-TO nocJie Y3U. Bo-niepBoix, Y3U He Bcersia I0Kka3aTeIbHO.
A eciiv pe3yJIbTaThl U MIOJITBEPAATCS, TAK KOCOJIATIOCTH MOXKHO
BBLIEUUTDH. PaHbIlle Mbl JIEUWJIH JE€TOK W3 JoMa pebeHKa,
¥, KOT/Ia KOCOJIATIOCTD MCITPABJISAIHN, PAOOTHUKY 3BOHUJIU PO-
JIUTEJISIM U HEKOTOPBIE JIETH BO3BPAIIAJINCh B CEMBIO.

Ecu 2Ke TsKeJIbIN MOPOK, TaK CKOJIBKO ceiluac IeTel ¢ Ts-
JKEeJIBIMU HaCJIe/ICTBEHHBIME 3a0osieBaHuaMul!l Ix omepu-
PYIOT, JIeuaT, U YeJIOBEK JKUBET, TaK YTO MaMbl HE JIOJKHBI
MIPUHUMATD PEIIeHHE O TOM, YTOOBI IIPEPBATh KU3Hb PeOEHKa
WA OTKa3aThCs OT Hero. I MeTuIMHCKUH ITepCoHAal He J0JT-
JKeH MOHYK/IaTh K TAKUM PEIIeHUsIM, IIOTOMY YTO 3TO TaHUH-
CTBO POXKJIEHUSI».

BPAYMN:

AOTAHYTLCA A0 CMACEHUSA

Mgl cHOBa J1ucTaeM IpesenTanuio, U Jlronmuia Koncranru-
HOBHA C TEIIOTOH BCIIOMUHAET O Bpaydax, ¢ KOTopbix B [[UTO

HauMHAJIach paboTa ¢ HACJIEZICTBEHHBIMU 3a00JIEBAHUSIMU. JIEYEHUE

ITOT yexaJl, 3TOT KUB-37J0POB, cj1aBa bory, a 3Tor ... y1es. MNC CE|7|L| AC:

Bbi ¢ Takon Tens10TOM BCANOMUHAMN O MPEXXHUX KOoJuierax. 1

A cenvac kakue Bpauun? BoimbiBaeTca npodoeccusn? depMeHTHas

SI 6b1 Tak He ckazasia. ECTh O4eHb XOPOIITHEe MOJIO/IbIE BPayH. 3amecTuTesbHas

3aBUCUT OT TOTrO, HAa KaKyI0 IIOYUBY JIEIJIM 3HAHU, UHTEPECHO Tepanus

JIV YEeJIOBEKY, B CBOIO JIY CIEIINaJIbHOCTD IIPUIIIEIT UJIU IIPOCTO

TI0 COBETY POJIUTETIEH. 2
TpchnnaHTauvm

A Bbl kak nonanu B cchepy opdpaHHbIX 3abonesaHnn? CTBOMOBbIX KNETOK:

S mocsie UHCTUTYTA TpU Tofia oTpaboTasna meauaTpoM. Pac- NPVIMEHSIETCS MPW

cMaTpuBaJjia JJisd cebs pasnuuHble cnenuaamsanuu. Korzma MMC-I (cuHgpom

TIPEJIOXKUIINA 3aHAThCA OpMaHHBIMU 3200JIEBAHUAMU, CO- l'ypnep) B Bo3pacTe

miacuiack. HekoTopble crparivBajii: He CTPAIIHO Jiu Oyzer [o 2,5roga

TIOCTOSTHHO BHUIETH Takue JAedopmaruu? Ho kakasi pa3HHUIIA, —'—
KaK JIFOJIN BBITVIAAAT? MBI — Bpauu U I0JI>KHBI IIOMOTaTh BCEM.

A
AWATHOCTUKA MNC

OCHOBHBIMU MeTOJaMU IMOATBEPXKAECHUA ABJIAIOTCA:

onpegesieHne onpegesieHne JHK-
Al B Moye aKTUBHOCTU avarHocTuka
JINBOCOMHBbIX
pepmeHTOoB

v
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«MHOTIE BPAHN TAKVE CJTOXKHBIE SABOJIEBAHVIA JIEHTE HE XOTAT:
BOATCA. TTOTOMY N HASBAJIN VX OPOAHHBIMIT — STO BOJIE3HD-
CVPOTA. JIEHEHVE OYEHB JOPOIOE, W, YBbI, HE BCE A MOXHO
BbUIEHTE. A PAS HEJIB3A, TO W AEHBI VT HE XOTAT BKITALBIBATD,
TAKAA BOT KATEIOPVIA, KOTOPOW SAHMAKOTCHA SHTY3UACTBLI»

Ecnv Takne getu
rnonagarot

K Bpa4am rnoszg-
HO, TO He Bcerga
UM MOXKHO cpae-
s1aThb onepayuio
Jaxxe 1o Koppek-
L4uu no3BOHOY-
HUKa, MOTOMY 4TO
He cripaBsTcs
opraHbl gbixaHUs!

Pogutenu, korga
BUASIT B K1lacce
WN JETCKOM
cagy ocoboro
pebeHKa, AO/IK-
Hbl FOTOBUTb
cBOUIX geTen

K BHUMaTe/ ib-
HoMy, gobpomy
OTHOLLEHWIO

Cenyac nonynspHOM TemoW cTanm
aHOoMNpoTe3bl.

S cTOI0 HAa TO3UILHUH, UYTO JIEUEHUE
JIOJI?KHO OBITH 11€71eCO00pa3HbIM U Ty-
MAaHHBIM, He HAHOCHUTD BP€E/Ia YEJIOBEKY,
0COOEHHO BTO Kacaercsi cepbl TsKe-
JIBIX 3abosieBaHui. OmHAKIBI amMepu-
KaHCKHUH JIOKTOP YOeXKa1 MeHs: 3a4eM
OIIepUPOBATh TO3BOHOYHUK, KOT/Ia BMe-
CTO 3TOTO HAJIO MPOTE3 JIEJIaTh, C TA30-
Ge/[peHHBIM CYCTaBOM PabOTaTh?

SI He IPOTHUB DH/IOIPOTE30B, HO CIIe-

IIIUTD C BH/IONPOTE3UPOBAHUEM HE CJie-
nyet. IlycTh cHauasia HAIllM HaIUEeHThI
TIO/IPACTYT, MOKHO BE/Ib U BCETO YeJsI0-
BeKa «u3pesarb». Ho y cTpajaromiero
TSKEJIBIM 3a00JI€EBAHMEM HE TAK MHOT'O
BO3MOJKHOCTEH, UYTOOBI II€EPEHOCUTH
HapKO3, II03TOMY HEKOTOPHIM POZUTE-
JISIM aMOUIIH CBOM HY>KHO OTCTaBUTh,
HE TIBITaThCs YPABHATDH CBOETO pebeHKa
C HOPDMAaJIBHBIMU JETHbMU, a T00epedb
€ro CUJIBL.
W emie s KaTEeropuyecKu IMPOTUB 3B-
TaHa3Wu, 0COOEHHO YTOOBI Bpauu ee
ocyIecTB/sIH. He Ta crieruaabHOCTD
y Hac, 4TOObI MbI OTKJTIOUAJIU aIlrapar.
Ecnm manumeHT caM pemuT U ciesaeT
9710... Min ecoi 60JIbHOM 6e3 CO3HAHMS,
TO YeJIOBEK, KOTOPBIN 32 HEr0 OTBeda-
eT... Ho He Bpau. ¥ Hac cieruajibHOCTD —
JI0 TIOCJIETHErO CIIACATh.

MAMA W NANA: .
AOTAHYTbLCA 10 POAMTENIbCKON
JIOBBUN

YT0 6bI Bbl B NEpPBYIO o4epenb rnoxxe-
nanu pogutenam?

IIpocTto IOOUTH CBOMIX JIETEH TaKU-
MU, Kakue OHU ecTbh. [lomoraTh pacru,
na. Ho He 3aHMMAaTbhCs ypaBHUBAHUEM
¢ apyrumu. Hazio BceM NMOHATH: UHOT/AA

B )KU3HU IIPOUCXOAAT CUTYyaIlliH, B KOTOPbIX PaJAWKAJJIbHO ThI
U3MEHUTDb HUYEro HEe MOKEIIb, HA/10 IIPOCTO UX IIPUHATD U I10-
MOorarTb.

Cenyac MHOrve naHaueemn cunTaroT 3apy6eXkHble KJIMHU-
Ku. Kak Bbl K 9TOMy OTHOCUTECH?

¥ Hac B Poccuu sieuenue Toxe xopoiiee. f He CKaxy, YTO OHO
JIelieBoe, HO 00Jiee JOCTYITHOE: MHOT'O HHCTHUTYTOB, OOJIbHUII,
T7Ie TaKy¥0 IIOMOIIIb JIFOJTU MOTYT ITOJTYYUTb.

U eme He Ha Bce omepanyy CTOUT UATU. f 3HAIO TeX, KTO
B AMmepuike, ckaxkeM, yaynHII pyKy. Ho camo mo cebe yniiu-
HEHHe aBTOMATHYECKM HHYEro He MeHseT. BajkHo, uToObI
MIPOOIIEPUPOBAHHAS PYKa CTasia »KU3HECIIOCOOHOM. JoyKHA
Pa3BUBATHCSI MBIIIIIIA, IOJIKHBI PA00TaTh COCybl. BRIBAIOT CU-
TyaIruy, poXK/1aeTcsi pebeHOK C JKUBOH JIEUCTBYIOIIEN PYKOH,
HO He XBaTaeT, CKakeM, OJTHOTO MaJibunKa. 1 MaMa HaunHaeT
OIIEPHPOBATh... C IIIeCTH MeCALEB IIATH UJIN IIECTD OIepaIuii!
A cripocuiia Ty MaMy: KaK Bbl MOIVIH, BEIb TaKas Harpy3Ka Ha
Opra’u3M pajiy OAHOTO MaJTbUHKA...

W Tako#l ciaydail He HCKJIIOUeHUe. VIHOTma TOJIBKO OTHO
¥ TBEPAAT: XOTUM OnleprpoBaTh! He Ha/l0 IOABEPTaTh JKU3HD
MAaJIEHBKOTO YeJIOBEKA CTOJIb CEPhE3HBIM HATPy3KaM TOJIBKO
W3-3a TOTO, YTO BAM KaKeTCs, YTO HEKPACHBO. Y Bac ecTh pebe-
HOK, ¥ pa3Be 3TOr0 HeJ0OCTATOYHO, UTOOBI JIIOOUTD €r0 TAKUM,
KaKOU OH €CTh?

Moe TBeproe yOexkIeHrne, YTO PEKOHCTPYKTUBHBIE OIepa-
U HeOOXOMMO JIeJIaTh, €CJTU YEeJIOBEKY OHU JKU3HEHHO He-
00XOIMIMBL, a He 715 aMOUIIHH, — HAaIIpUMeD, IIPH CTEHO3€ II0-
3BOHOYHOT'O KaHAaJIa, IOTOMY YTO TaKas CUTYyaIus yXy/AIlIaeT
COCTOSTHHE U yTPOJKAET JKU3HH.

Ho Bce >ke 60/bLLUMHCTBO CBOUX OETEN, BePOATHO, LLaanT?
BospimmHCTBO pOILHTeJIeI;'I K CBOUM JE€TKaM OTHOCUTCA XOpPO-
10, XOTA, K COXKaJICHUI0, MHOT'€ CEMbU yXO[[HT B MHBAJIN/-
HOCTbD, KUBYT C Heﬁ, HpaKTI/I‘IeCKI/I NCUYEe3al0T U3 I10JIA 3peHI/IH
Bpaueil. Ho ectb u Te, KT0 6OpeTes, CTapaeTcst BBIIIPABUTD CU-
TyaIlUi0 U YJIYUIIUTh Ka4ecTBO KU3HU pebeHKa. B urore ux
JAETU )KUBYT l'IOJ'IHOI.IeHHOfI KU3HbIO.

A Takoe BO3MO>XHO?
Koneuno. Bort, HamrprMep, IeBOUKA CO CTEHO30M II03BOHOYHO-
ro kaHasa. Korya oHa momaJsia K HaM, roJjioBa y Hee y»Ke ObLia

<y MEHA BOJIBLUVE TIPETEHSW K TEM, KTO TPVHVIMAET POLBI.
HO CVIXTIOP MHE MAMBI PACCKASBIBAIOT, KAK M B POLAOME
[OBOPAT: "SAHEM BAM TAKOW PEBEHOK? OTKAXKITECE',

TAK HE OOJDKHBI TOBOPUTE MELKIA»
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MNAHBI HA K/3HH113

Mbl B POCCHW CEIOLHA LAKE TPO MOCKBY I MOCKOBCKYHO

OBJIACTE TOHHO CKASATE HE MOXEM, CKOJIBKO TAKKX BEOJIbHbBIX.

A CKAXKY OAXKE BOJIbLLE: Y HAC B MOCKBE M OBJIACT HAKE
ODVLNATIBHO BBIABNEHHOE Y/ACO OETEV C STUMI SABOSIEBAHNAMA
HE COOTBETCTBYET MNOMYIAUVOHHOM YACTOTE

OIyIIleHa: CUJIbHAS IeOpMAIIHs IPOU-
301L1a. PaHblIle, KOT/1a oreparui TaKuX
He JIeJIaTu, ToJI00HBIE IETH TTOTUOAIIH,
IIOTOMY YTO OFHAXK/IBI ITPOHCXOIHIA
cUTyalusi, Kak OyZTO 4eJIOBEKY CJIoMa-
JI 1er0. A ceifuac Takue JIIOAU MOTYT
JKUTh. BOT /IeBOoUKa, 0 KOTOPOH 5 pac-
CKasblBasia, IIOCJIE OIepaluy Haudaja
XOIUTD, CHIUT 32 KOMITBIOTEPOM.

KTo0 3Haer, A KakoBbl camn OeTu No xapaktepy?

MOXKET, Pasnble, kak 1 Mbl ¢ BaMu. HekoTopsie

v gaercs vye- BOOOIIlE Ta/JIAHTIMBBI OT TIPUPOBI,
J10BEKY 60/1€3Hb- XOTSI MHOTOE 3aBHCHUT OT TOI'O, B KaKOH

cuporta, 4Tobbl OH
Hay4uscs bbiTb

ceMbe pacTeT, KaK ero BOCIUTBIBAIOT.
Ecnm pacTyT TaM, rae MU 3aHUMAIOT-

vesioBekoM? Ul Ha- cd, paHbIe B3pOCElOT. Boobie, um
yuns 6bITb TaKUM HY’KHO OOJIbIlle, YeM JPYyTUM JeTAM,
Apyrux? Nomor [IPE0JI0JIeBATh, YTOOBI IOJIYYHUTh T€ Ke
AOTAHYTbCS A0 YCJIOBUA *KU3HHU, Te 3Ke 3HAHU, IOTOMY

3BOHKa, BbIATY
n3 nognesaa.
3amenun Hey[ob-
HbIV aBTOBYC Ha
aBTobyC C HU3-
KOWVI CTYMEHBLKOM.
TpuyHsIA B yHU-
BEPCUTET, a rno-
TOM Ha pabory.
[pOTSIHYIT PYKY.
He otknrovan
cucTemy, Bedb
Yyneca bbisarot!
Bepwun, nomorarn.
W obsizaTenbHO
roBopwsi: «5 Tebsi
JI061105

OHU coOpaHbl, OpraHu30BaHbl. Ho 310
KaueCTBO JIOJI’KHBI IPUBUBATh POJIUTE-
JIX, OHU He JIOJIKHBI YXOJIUTD B JIETIPec-
CHIIO, BE/Ib €CJTM MaMa B JIEMPECCHH, TO
U pebeHOK OyzeT B mempeccuu. UToObI
TAKOT0 He MTPOUCXOIIIO, MaMa JIOJIKHA

crpaluBanTe

, UYTO €CJIU TaK
JAOPOro, TO HaJAO JH...
A Bpa4. Y meHdA
CIIEeIUAaJbHOCTD
Takas, 1 00A3aHa
JeuuTshb Bcex. 1 geiio
Jaxke He BO MHe. TO
KaK BBICIIIHE CUJIbI
peliar, a MblI JOJIAKHbBI

momMmoraTb uM»

BBIOPOCHUTH U3 TOJIOBBI aMOMITNH «sI XOUY, UTOOBI MO PEGEHOK
OBl 170 ¢cM pocToM». OHA IOJKHA AyMaTh: «f Xouy, 4TOOBI
MO pebeHOK ObLT 3/10POB, U BCE, UTO BO3MOKHO, /IJIsI 3TOTO
ceIao».

OBLLECTBO:

NOTAHYTbCS 10 YEJIOBEKA

Yem nogn ¢ TaKMM OUarHO30M MOTYT 3aHMMaTbCsl
B XXU3HN?

Cpeni HUX OYEHb MHOTO CIIOCOOHBIX U JIaYKe TaJIAHTIIUBBIX
JIrozieli. MHOTrHe 3aHUMAIOTCS pabOTOMH, CBSI3aHHOM C KOMITBIO-
TepaMH, B CBOMX HAIMEHTCKUX 00IIeCTBEHHBIX OPraHU3aIUsIX
u doHzax pabotaroT. Mbl BCe JIOJIKHBI IOMHUTD, YTO TAKUM
JIFOZISIM OOJIBINIE, YUeM 3I0POBBIM, HEOOXOUM CMBIC *KU3HH.
Ecsin Gbl peasin30BaTh UJIEI0, YTO B OOBIYHBIX YUPEIKTEHUX
OHU MOIJIY OBl TPYIUTHCS U UTOOBI €I1le cpe/ia Oblia sl HUX
nprcnoco6seHa... OHU CIIOCOOHBI IOCTYIATh B YHUBEPCUTE-
TBI, HO HE MOTYT B HUX HU ITOMACTbh, HU [TEPEIBUTATHCS 10 HUM,
a OUeHb YaCTo JIa’Ke U3 MOAbe3/1a He MOTYT BBIATH.

Kak 00/1KHO OTHOCUTBLCA K HUM 00LLLeCTBO?
Mogru Hazio niepeniesiath 3ToMmy obmmectBy! Eciu y Hac oau
HNMEIT TaKue MO3TH, 4YTO My‘{aIOT co6a1< " KOIIIEK... KaKOI'O
OTHOIIEHUA MOKHO /1aTh K OCOOBIM JIIOAAM?!

MyuyatoT?
Ia, oHU kaIyoTcs, YTO uX 003bIBafoT. KeTaT, He TOJIBKO
JIETH 0OMIKAIOT, HO U B3pOCJIbie. JKecTOKOCTh B JIETSIX — OT ce-
MbH, IO3TOMY POJIUTEIIU U YUUTEJIS JIOJZKHBI OBbITh TOJIEPAHT-
HbL. OUueHb MHOT'O€ 3aBUCHUT OT YUHUTEJIsI, KO TAKOH PeOEHOK
MPUXOAUT B IEPBbIN Kitacc. Sl 3HAI0 CIy4aid, KOryia IeBOUKa,
60sbHAs caxapHBIM JUa0beTOM, BHIHYKJIeHa OblIa cama cebe
CTaBUTH YKOJIBI B )KUBOT, ¥ Mama 3/[0POBOr0 pebeHKa BO3MY-
THJIACK: TIOUEMY 3TO JIETU TAKOE BUSAT. A CUTYAITUIO IOJIKHA
ObLyIa pa3peninTh yYuTeaIpHUuIa. 1109TOMy pOIUTENH, KOTAa
BU/IAT B KJIACCE UJIH IETCKOM Caly 0c000ro pebeHKa, T0IKHbI
VYUTh CBOUX JIeTeld BHUMATE/BHOMY, JOOPOMY OTHOIIIEHHIO.
Jla 1 camMoro «peakoro» pebeHKa HY’KHO FOTOBUTH K CJIOK-
HBIM cuTyanusM. Ecjii poauTeiu 3/J0POBBIX U GOJIBHBIX Jie-
Tell TPaBUJIBHO 3aHUMAIOTCS BOCIIUTAHUEM, TO <PEIKHII»
pebeHOK CTAaHOBUTCS YIIIOH o01ecTBa. Hatu mariueHTsl yM-
HEHbKUE, PAHO yJaTcsi pPUCOBaTh, CIIOCOOHBI K 0OPa30BaHUIO
W OYeHb J00posKesiaTesibHbIE, Belb IVIABHOE, YeMy JIF00Oro
y4uT 60JIE3HB, — 3TO YEJIOBETHOCTH.
TekcT: EneHa 3aBbsisioBa
®oro: Bnagumup AkceHoB
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PEOKWNE BOJIE3HWN KOCTEV 11 CYCTABOB

J1ISH/ IV

O THOW

RARUS PEJJKHME BOJIEBHU B POCCHUU

Ellle HECKOJIBKO JIeT Ha3a[ 3TOT
TPYAHOIPONU3HOCUMBIN JHUATHO3
3By4aJl Kak IIpurosop. Ecau takyro
reHeTHUYECKYIO MaTOJIOTUIO
ANATHOCTHUPOBAJIN Y pebeHKa,

13 IPUBBIYHON KOJIEN BhIOMBAJIACH
BCsI CEMbsI, BBIHYK/I€HHA JKUTh

II0 3aKOHAM PEKOU 1 OecIIola HON
00J1e3HU
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Onbra
MONAKOBA,

mpasmamonoe-
opmoneo,
acnupanm,
QI'BY
«I[enmpanvHblil
HayuHo-Uccae-
dosamenvckuil
uHcmumym
mpasmamonoauu
u opmoneduu
UMeHU

H. H. IIpuoposa»
(ITHUTO um.

H. H. IIpuoposa)

| TEMA HOMEPA | PEOKME BOJIE3HU KOCTEV 11 CYCTABOB I15

0JIe3HD TIOKA He CTaJia MOJIHOCThI0 u3aeunmoii. Ho ce-

TroaHA poccnﬁcxne Bpayu yKe UMEIOT 3HAaHUA U OIIbIT,

KOTOpbBIE€ ITO3BOJIAIOT AUATrHOCTUPOBATh U JIEUUTDH MY-
KOITIoJ/InCaxapu/03bl pa3HbIX TUIIOB.

HA NEPEA0BOI NOCTAHOBKH AMATHO3A

Onbra AnekcaHgpoBHa, KakoBa 3agada opTtonepa, Ko-
TOPbIN JIEYUT NaUmeHTa C MyKornosimcaxapmoosom?
Oprome/ibl, KaK ¥ HEBPOJIOTH, HAXOAATCS HA TEepPeIoBOH
STOWU TpyIIbl 3a601eBaHu. MBI IEPBBIMH OOpalliaeM BHU-
MaHHWe Ha HapylleHHus. V1 ueM paHbllle 00HAPYKEHBI PH-
3HaKH, TeM y pebeHKa OOoJIbllle IIAHCOB HA IOJHOIEHHYIO
JKU3HB. IleIuaTpsl, K COKAJIEHHIO, HHOT/IA IIPOIYCKAIOT 3TY
00JIe3Hb UJIH IIyTAIOT C PYTUMU.

Ha yto opTonenp! o6pallaloT BHUMaHNe B MepBYO o4ve-
penpb, ocmaTpusas pebeHka ¢ Nogo3peHnem Ha MyKorno-
nucaxapunos?

Ato 3abosieBaHme — moauMOpdHOe, MHOroo6pasHnoe. Opro-
neagndeCKne IIpoABJIEHUA 60]’[63HI/I, CHeI_[I/I(bI/I‘-IeCKI/Ie TOJIb-
KO JIJI MYKOIIOJIMCaXapHa03a, OTCYTCTBYIOT. MBI IpoBeps-
€M COCTOsIHHe Ta300eIPeHHBIX CyCTAaBOB MaJIbIIIa, IIOTOMY
YTO MOYTH Yy BCeX 0OJICIOIUX MYKOIOJIHUCAXapU030M BbI-
SIBJISLIIM JTUCIIA3U 0, HENTPABUJIbHOE Pa3BUTHE Ta300eIpeH-
HBIX CYCTaBOB, IPAKTUYECKH HE MOAJAIOIIYIOCA JIEUEHUIO.
H3meHeHus B CyCTaBaX BO3HHUKAIOT M3-3a OTJIOKEHUA MY-
KOIIOJINCAXAPHUJIOB.

Ve B paHHEM BO3pacTe HapyllaeTcs JBUKEHUE B CycTa-
BaX, HAUMHaeTCs OTCTaBaHUE B PocTe. A roziaM K IATH Bce
KJIMHUYECKHE IPOABJICHUA JOCTATOYHO APDKHUE. HaanMep,
HAa4YMHAKTCA cneuml)uqecxﬂe HU3MEHEHUA YepT 1ula, Hapy-
11aeTcAa OCaHKa, 3aTPYAHAITCA ABUKEHUA B CyCTaBax. 3TO
TOBOPHT O TOM, YTO 3a00JIeBaHUE IIPOTrPECCUPYET.

VBBI, KOIZIa y>Ke BCeM CIeIHaIMCTaM CTaHOBUTCA IIO-
HATHO, 4YTO Yy pe6eHKa — MyKOIIOJINCAaXapU/103, AParoleHHoe
BpeMs yIIyIi€eHoO, a BEAb 4€M paHbIlI€ HAYATO JICUCHUE, TEM
0HO 3(pPexTruBHEe. 3aMeCTUTEIbHAA TePANU CeroiHs BO3-
MOXXHa IPAKTUYECKHU IIPpU BCEX THUIIAX MYKOIIOJIMCaXapu-
Jo3a. A ecsirt 60JIe3Hb AUATHOCTUPOBAHA HA PAaHHEM HTAlle
U JI0 JOCTHKEHU A MaJIBIIIOM ¢ cHHApoMoM ['ypiiep Tpex et
BBIIIOJIHEHA ITepecajika KOCTHOTO MO3ra, TO Tepanua MOXKeT
U He TIOHAZ00UThCA: He0OXOAUMBIN (hepMEHT HauHeT BbIpa-
6aThIBATHCA OPTaHU3MOM.

EcTb nu «npeanbHbIn» BO3pacT OJ18 BbIABJIEHNA TaKOro
3abosieBaHmA?

B njaeaJ’sie 3TO nNepBbie MECAIbI }KU3HU, HO U3 MIPAKTUKH yKeE
XOpOIIIO, Korfa 00JIe3Hb y/laeTcss OOHAPYKUTh Ha MEPBOM

VHOMOA N3-3A HEOOCTATKA 3HAH

Y BPAYE-MEANATPOB 11, KAK CJIEOCTBVIE,
NOSAHEV OVAMTHOCTVIKM OPAIOLIEHHOE BPEMS
BbIBAET YITYLLEHO, HO YEM PAHBLUE HAHATO
JIEHEHWE, TEM OHO SOOEKTVIBHEE

rogy. Torma maJsplll mOIIAZlaeT IIOZ,
MOCTOSIHHOE HaOJII0/IEHNe OpPTOIe/ia
u HeBposiora. Ecjiu MOsIBISIOTCS He-
BPOJIOTHYECKHE CHMIITOMBI (ObIcTpas
YTOMJISIEMOCTD, HapyILIEHUE JBUKE-
HUU, TPYAHOCTU IPU XO0b0OE), TOorma
MPOBOASATCS MarHUTHO-PE30HAHCHAS
Tomorpadusi, Apyrue UCCIeT0BaAHUS.
IIpu HeOOXOAMMOCTH TPUHUMAETCS
pelerre 06 OIEPATHBHOM JIEYEHUU.
I'aBHOE — He YyIIyCTUTh MOMeHT. OJTHO
JIeJIO, KOrjla oIepalusi HeCpOdYHasd,
IJIAaHOBAsi, a IPYroe — KOTja IoKasa-
HUS BUTAJIbHBIE, JKU3HEHHBIE W OHA
CTAHOBUTCS KCTpeHHOU. Hara 3a/a-
Ya — CTapaThCsl He JIOMYCKaTh TaKHMX
CUTYaIUH.

ONEPALINSA: 3A U NPOTUB
BcTpeuatoTcsa 3anyuwieHHble Chy-
yan? Ecnn pa, To No yben BUHE?
TszKesIbIe CIy4Yan, KOTOPhIE €CTh B ITPaK-
THKE HAIlero HWHCTUTYTa, CBA3aHbI
C IIO3JTHUM BBIAABJIEHUEM HN3-3a HECBOEB-
pPeMeHHOro o0palleHus1, KOryia mnarueH-
ThbI WX UX POAUTEIN CJIUIIKOM JOJITO
MPUHUMAIOT pEIlleHre, COIIACUTHCS
WIM HET Ha XHUPYPrudeckoe BMeIla-
TEJIbCTBO. A OBIBAeT, UTO TaKOe pellle-
HHE NIPUHUMAETCA CJ/IMIIKOM II031HO,
¥ TOT7IA OTIEPAITHS JKEeJIAEMOT0 PE3YJTbTa-
Ta, YBBI, y2Ke HE JJaeT.

JOBPOE CJIOBO

AOKTOPA TPABMATOJIOTA-
OPTONEAA 0JbI'M NOJIAKOBOK
POAUTENAM MAJIEHbKUX
MALIMEHTOB:

[RARUS PE/JIKUE BOJIE3HU B POCCUU
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BAOAYA BPAYEV — CBOEBPEMEHHO BbIABIIATH
1 YCTPAHATE JTHOBYIO TPOBJIEMY, HTOBBI OHA
HE TPVIBEJIA K THXXESTBIM OCTTOXKHEHINAM

1 YXYOLEHAO KAHECTBA XKNSHN PEBEHKA

Haiwumm naymeH-
Tam Hy>XHbl
XopoLune rncuxo-
norv. Ho mbi

C TaKumu creym-
anmcTamm-rcuxo-
Jsioramyl, KOtTopble
661 3¢hheKTBHO
riomorasv Jro4amM
C peaKkumm

U CJIOXKHbBIMU
3abosieBaHUAMY,
He cTankuBa-
JINCb, YBbI

Poputenn ponro B3sewwumBatoT pucku? Nx mHoro?
Pucknu €CTb, B€/lb OYE€Hb YaCTO 3TO oOI€paliluu Ha II03BO-
HOYHUKE, U, K COXKAJIEHNIO, BO MHOTUX CJIy4dadaX 663 HUX HE
00OHTHCH.

Kak npoTtekaeT 3a6osieBaHue, NMocJsie TOro Kak nauueHTy
cpesiaHa onepauua?

KivHUYecKUue MPOsIBJIEHUs Pa3HATCS. Y MAllMEHTOB Jake
IIPU OJTHOM U TOM K€ THIIE MYKOIIOJINCaXapHu03a pa3Hble
¥ KJINHUKA 3200JIeBaHUA, U CKOPOCTh IPOTPECCHPOBAHUS,
[MO3TOMY [IPOTHO3UPOBAThH TeUeHre DO0JIE3HU T0CIe XUPYP-
TUYECKOTO JIEUeHHUsI OUeHb CJI0KHO. Ho yiydiieHue B 1o-
CJIEOIIEPAIIMOHHOM TIEPHO/Ie Mbl OJTHO3HAYHO HaO0JII0/IaeM.
EcTph cnydam, korma pebeHOK MMeJl BBIPAKEHHYIO HEBPO-
JIOTUYECKYI0 CHMIITOMAaTHKY, HAIIPUMEP HE MOT CaMOCTOsI-
TEJBbHO MEPEJBUTATHCA U €r0 BO3WJIM Ha KpecJie-KOJIsACKE,
a II0oCJIe OMEPATHUBHOIO JIEUYEHHs OH C OIOPOH Ha KOCTBHLIIN
HAYHHAET JIeJIaTh CAMOCTOSATE IbHBIE [IAaTH. DTO 11 pebeH-
Ka OYeHb BasKHO!

Bbl ckaszanun, 4To 60JsibLUME MEPCNEKTUBbLI B JIeUEHUN
MyKorosincaxapuaoo3sa OTKpbIiBaeT nepecagka KOCTHOro
mMo3ra. /I3 Ballen NpakTMKM Kakown oHa pnaet pe3ynbrar?
MyKoIoIucaxapuio3 — JA0CTATOYHO PeAKoe 3aboJieBaHUe.
YV Hac Ha CETOAHSAIIHUHI IeHb B MHCTUTYTE HAOJIIOAAI0TCS BCe-
TO JIECATH JieTel, KOTOPhIM BBITIOJIHEHA orepanus. IDdeKT
BeCchMa XOPOIIUH. J[0CTaTOYHO CKa3aTh, YTO PaHbIIE, KOT/IA
He OBLJIO CETOAHANIHUX METO/IOB JIEUEHU S, B 0CO0O0 TAIKEITBIX
cJIydasx 3TU JETU PeJKO AOKUBAJIH JI0 JECATHU JIET.

Ceiiuac jKe JieueHHE II03BOJISET YJIYUYIIUTH KadyeCTBO
JKU3HU. be3ycyIoBHO, y TAKUX MAIMEHTOB eCTh crenuduye-
CKUe U3MeHEHHUs, a HMEHHO IPO0JIEMBI C CyCTaBaMU, HEKO-
TOpbIe U3MEHEHUS CO CTOPOHBI HEPBHOH CHUCTEMBI, HO W3-
MeHEeHUs, K CUacThlo, yke He daTasbHble. Eciu HEKOTO-
pble OTKJIOHEHUS B KOCTHOH CHCTEME y3Ke IIPOU3OIIIH, TO
1ocJIe OIepariy OHU y2Ke He pa3oBbioTcss obparHo. Ho me-
pecajikoii KOCTHOI'O MO3Ta MbI pelllaeM IVIaBHYIO IIpo0ieMy:
OpraHu3M IepecTaeT HaKalJIMBaTh MYKOIIOJIHCAXapHU/Ibl.
A Bce TsKeJIeHIIINEe CUMIITOMBI C BO3PACTOM Pa3BUBAKOTCS
UMEHHO 32 CUET HAKOIJIEHU A TJINKO3aMUHOTJINKAHOB — MY-
KxonoJsiucaxapuzios, I'AT.

KakoBbl rnaBHble MoKasaHuUs K nepecagke KOCTHOro
moara?
Arto mykomosucaxapuno3 I tuna (MIIC-1), mpuyem ceifuac
nepecajiky BBINOJHAIOT AeTAM ¢ MIIC-1, cunapomom I'yp-
Jsiep. BakHo, 4TOOBI pebeHOK ObL HE CTapIIle ABYX JIET, B HE-
KOTOPBIX CJIy4asX He CTaplle Tpex.

OTtmeuy, 4TO cHHAPOM ['ypjep, KOTOPBIN CUUTAETCS Of-
HUM U3 CaMBIX TSKeJIbIX, 0e3 JledeHNs J1aeT BhIpaKeHHbIe

No/03/AEKABPbB/2016

W3MEHEHHs], B TOM YKCJIe HapylleHue
WHTEJIJIEKTA. A eCJT BOBPEMSI C/IEJIaTh
repecajiky KOCTHOTO MO3Ta, TO TAKUX
BBIPAKEHHBIX IIPOSBJIEHUN 0O0JIe3HU
He OyzeT.

Boo011e, MyKOTIOICaXapU03 — Ta-
Koe 3aboJieBaHHe, UTO 0Oe3 MpobseM,
K COXKaJICHUIO, He 000UTUCH, U POZU-
TEeJIM JIOJI’KHBI OTJaBaTh cebe OTJer.
Ho mpu cBOEBpEMEHHOM H IIPaBUJIb-
HOM JIEUEeHUHW HU3MEHEeHUs OyAyT Me-
Hee BhIpaKEHbI U PEOEHOK CMOIKET Be-
CTH HOPMAJIbHBIN 00pa3 KU3HHU.

POOAUTENIA U BPAYM:

HE PA3HbIE CTOPOHbDI, A GCTOPOHHUKWN
Ecnn rosoputb O cBepx3agadax
npuv nevyeHNMn mykonoJsimcaxapmngo-
3a, TO B YeM OHU?

CBepx3azjlauu — paHHee BBISABJIEHUE,
AUHaAMHU4YEeCKOe, TO €CTb IIOCTOAHHOE,
HaGHIOI[eHI/Ie, CBOEBpPEMEHHOE JIEYEHUE.

€JIU JOJI2KHBI

€UHnTb

AUHaAMHYEcKoe,
OecnepedoOITHOE
HaOJII0OAEeHue

3a JeTbMH,

He rcue3aThb U3 I0JIA
3peHusa Bpavyen.
ITanmmeHTHhI JOJIKHBI
IIPOXOAUTH
o0cJIejoBaHue

Yy CIIeIUaJIuCTOB pa3
B TPH MeCAIa

1 00A3aTeJIHbHO
HaO0JJII0AAThCA
neauaTpoMm,
HEBPOJIOTOM

1 OPTONEA0M

RARUSI PEIKUE BOJIE3HU B POCCUK
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3a00JjieBaHHE 3TO TSKEJIOE, IIOJIHO-
CTBIO BBIJIEYHTD €r0 IMOKA HEBO3MOKHO,
MO3TOMY HAJZI0 MUHUMHU3UPOBATh OC-
JIOKHEHHs, ISl Yero OUeHb BaXKHBI [0~
CTOSIHHOE HAOJII0JIEeHre W yCTpaHeH!e
mpo0bJsieM, ¢ KOTOPBHIMH MOKHO CIIpa-
BUTHCS Ha JIAaHHOM 3Tamne. Hampumep,
€CJIN UMEETCST KOMITPECCH S, C/IaBJIEHHE
CIIMHHOTO MO3T4, TO JJIS €€ YCTPAHEHHUsI
TIOKA3aHO OIEPATHBHOE JIEUeHUe TIO-
3BOHOYHHUKA. Eciu y pebeHKa mocTostH-
Hble OaKTepuasibHble WH(PEKIHOHHBIE
OCJIO’KHEHUS, PEKOMEH/IyeM aHTUOWO-
TUKHU. A paHbIIle TaKUe JIETU MOrubaiu
OoT GaHaJbHBIX ITHEBMOHUU, MOTOMY
YTO y HUX IPOUCXOJAT ClienuuIecKre
U3MEHEHUs B TKAHAX OPraHOB W CHU-
creM, OOYCJIOBJIEHHBIE HAKOIJIEHUEM
MYKOITOJIUCAXapU/IOB B KJIETKAX, KOT-
Jla U3MEHsIeTCsl CJIM3UCTasi 000JIouKa,
MHOTOKPATHO BO3PACTaeT PUCK UHGEK-
IIOHHBIXOC/IOKHEHUHOPTaHOB/IBIXAHHSL. ..
C Bo3pacToM MOTyT /1e)OpPMUPOBATHCS
KJ1ananbl cepyia. Ho cefiuac 1 3Ta maTo-
JIOTHS1 JIEUUTCH.

Tak 4TO 3a/1aua Bpaueil — CBOEBpe-
MEHHO BBISBJIATH U YCTPAHSTH JIOOYTO
nmpobseMy, 4TOOBI OHa He IpUBeJa
K TSKEJIBIM OCJIOKHEHUSIM U yXY/IIIe-
HUIO KaYeCTBa JKU3HU pebeHKa.

A yem poguTenu moryT NoMoYb Bpa-
Yyam ¥ CBOUM OeTaAM?

PoauTesnu 0IKHBI 06€CTIeunTh TNHA-
MHuYeckoe, becriepeboiiHOoe HabJI0/Ie-
HHE 3a JIeTbMU, He MCUe3aTh U3 MOJIs
3peHus Bpauei. JleTu JoKHbI TPOXO0-
JIUTH O0CJIeIOBAHUE y CHEI[UATUCTOB
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MYKOTMOJIMCAXAPVLOS — TAKOE SABOJIEBAHVIE,

HTO BES MNPOBJIEM, K COXKAJIEHKO,
HE OBOUTUCE, I POOUTEN OO IKHDI

OTLHABATE CEBE B STOM OTHET.

HO [PV CBOEBPEMEHHOM W TTPABIT5HOM

JTEHEHVIN MSMEHEHNA BY YT MEHEE

BbIPAYKEHDBI I PEBEHOK CMOXXET BECTV

HOPMAJIbHBIM OBPAS YKSHY

pas B Tpu Mecsinia 1 00s13aTeIbHO HAOII0aThCA y TeIuaTpa,
HEBPOJIOTA U OPTOIIe/IA.

HekoTopsIM MamMaM U MamaM Ka’KeTCs, YTO IJIaBHAs IMPO-
6;1emMa — B lebopManuy, UICKPUBJIEHNH KOHEUHOCTEHN U, €CIJIH
OIIEPATHUBHO YCTPAHUTH €€, peOeHOK OyeT JIErko U CBOOOIHO
nepeaBUTaThesA. PoguTesnu 1yMaoT, YTo u3-3a JieopMaIuu
pebeHOK He MOKET HOPMaJIbHO X0AuTh. Ho, Kak MpaBuio, 3T0
KOMIIEHCAaTOPHOE COCTOSIHHE, TI03TOMY, €CJIU MBI JJasKe IPO-
onepupyeM pebeHKa, AedopMalusi, BO3MOXKHO, BEPHETCH.
BruMaHMe Hy>KHO 00paImars Ha TPU3HAKY C/IaBJIEHUS CITIH-
HOTO MO3ra — Muesonarui. [Ipobsiema ¢ HapyIlIeHHeM J{BU-
raTeJIbHON aKTHBHOCTH 3a4acTyI0 00YCIOBJINBAETCS HMEHHO
KOMIIpeccuel CIMHHOTO MO3Ta U3-3a 0TyIokeHus [AT.

AKyLLepbl pacckasbiBalT, YTO Yy HUX npodoeccuoHarnb-
Hasa 6onesHb — pacLuMpeHne BeH, MOTOMY YTO OHU «pPO-
JKalT» C KaXK40MN XEHLLUHON, C KOTOPOW CTOAT PSALOM.
Kakne 4yyBcTBa BMecTe CO CBOMMW MaumeHTamum nepe-
>KnBaete Bbl?
Nm Ttaxerno. Korga crpasalor Bce (PyHKIHUH OpraHu3Ma
U YeJIOBEK MPU COXPAHHOM HHTEJIJIEKTE OKa3bhIBAETCS 3a-
NepTeIM (paKTUYeCKU B 4YeThIpeX CTeHaX, KOorja Jake II0
KBapTHPE OTPaHUYEHO JBUXKEHHE, 9TO OUYEHD TAXKEJIO IIPH-
HATb... Hammum mamueHTaM HYXKHbBbI XOPOIIHe IICUXOJIOTH.
Ho ™Mbl co creruajncTaMu-IICUX0JI0TaMU, KOTOpbIe ObI 3(-
(peKTUBHO TIOMOTAJIH JIOJSM C PEIKUMHU U CJOKHBIMH 3a-
60J'IeBaHI/IHMI/I, HE CTaJIKUBAJIUCDh, YBBI.

OnTUMAaJIbHBIN K€ MOAXOJ K MYKOIIOJIMCAXapHUA03y Ta-
KOfI: BBIABJIAEM, JIEUUM U paﬂyeMCH JKHN3HH, B€Jb OHA HpO-
JoJIKaeTes.

Y10 nocoBeTyeTe poouTensam, KOTopbie Me4yTatT O BTO-
pom pebeHKe, 3Hasi, YTO U Yy HEro MoXkeT ObITb reHeTu4e-
cKum céon?

BepemeHHOCTH /10J1KHA OBITH MJIaHOBOM. JKeHInHe HEOO-
XOMMO OCO3HABAaTh BCE PHUCKU U IIPUHUMATh B3BEIIEHHOE
pellleHue, B IEPBYIO OYEPE/Ib UATH K T€HETUKY, KOTOPBIH OT-
BETHUT Ha BCE BOIIPOCHI.

TekcT: Jlapuca 3ennHckasi
®orto: Bnagnmup AKCeHoB

OBPATUTE
BHUMAHUE
HA CNEAYIOLLUE
N3MEHEHUS:

1

HapyLeHns
B ABVKEHNN
cycTaBoB

2

oTcTaBaHue
B pocTe

3

cneundunyeckne
N3MEHeHUs
YyepT nmua

4

HapyLeHve
oCaHKm

*
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MAPLLPYTHAS KAPTA: MYKOMOJIMCAXAPUA03

No/03/AEKABPbB/2016

YTO 3TO

Mykononncaxapugos (MINC) — aTto
rpynna HacneacTBeHHbIX 3aboneBaHuii,
BbI3BAHHbIX CHU>KEHNEM aKTUBHOCTU
hepMeHTOB, y4acTBYIOLLMX B pacLle-
nAeHnn rNroKoO3aMNHOrMMKaHoB, 4To

CMINTOMBbI

KnuHnueckne NPU3HaKN Npu passinyHbIX
BapuaHTax MyKonosimcaxapmnnoosa nme-
0T 3Ha4YnTEeNnbHOEe CXoACTBO N CTaHO-
BATCA 3aMETHbIMU K OBYX-TPEeXNeTHEMY

JIEHEHVIE

3amecTuTtenbHas hepmeHTHas Tepa-
nusi. BHYTPUBEHHO KaXKable ABe Heaenm
BBOASAT Npenapart, NpeacTaBnstoLLen
HeOoCTalLLMI B opraHiamMe hepMeHT.
OH 3amelLaeT Heobxoanmoe

BoapacTy. [Ansa MINC-4,6 He xapakTepHO
CHW>XeHWe nHTennekTa. ana MrCc-4
He XapaKTepHbl YepTbl rapronn3mMa

NPVBOANT K 3afep>KKe pocTa, TsXKebIM KONMMYeCTBO HefocTatoLwero epmeHTa.
HapyLweHnsM QyHKLUNIA BCEX BHYTPEH-
HMX opraHoB. Pa3BuTue 3abonesaHns
NPUBOAUT K MHBaANMAN3ALMN MaUMEHTOB

1 COKpaLleHNIO NX CPpoKa >XN3HU

ITepBoe, 9TO EPEKUBAIOT CEMbH,
CTOJIKHYBIUIMECS C TIOCTAHOBKOU [py6ble uepTbl 3agepkka CHmxeHune cnyxa
«PEeJIKOT0» INATHO3A, — 3TO IIOK. nvua (rapronunam), pocTta (koHOYyKTUBHas
Beib, Ka3as10ch Obl, BCE 37I0POBHI. He XapaKTepHbl N CMeLlaHHasa
«Otkyza? Ilouemy? He mosxer ons MIc-4 TYrOyXOCTb)
OBITB!» — BOT IlepBas PeaKIus.
K ToMy 3Ke BBIACHSETCH, UTO Jie- g
veHue opdaHHBIX 3a001€BaHUI g
JUIMTEILHOE U JIOPOTOE. MomyTHeHve
Ho uem paHblIe ero Ha4aTh, TEM porosuLibl
Jtyuie. MeHblIle puck, uTo 60J1b-
HOH CTaHeT UHBAJIUA0M UJIHA 60-
JIe3HDb IIPUBEJET K elle 6osee Hecdopmauus
TSIKEJIBIM ToceacTBusam. Og- MO3BOHOYHUKA
HaKo OBICTPO HAYaTh JIeUeHHE (K03, cKONMO3)
MOKHO, JIMIIIb TOYHO 3HadA, 4TO o '
JleaTh. A BOT C TUM MalUeHT ['enatocnneHomeranis
1 ero ceMbsI He 3HAaKOMBI. Tem O (I'IaTOJ'IOI’I/ILIeCKoe
6oJiee UTO JOpPOTa HEIpPOCTas o YRR AE
uc HpeHHTCTBI/IHMI/I. paSMeDOB neyexHun
N cene3eHKun
muarvocruks @7 v e
Na6GopaTopusi HacnenCcTBEH- MHOXeCTBEHHbIN Kap,El,I/IOMI/ionaTI/IH
HbIX 601e3Hel o6MeHa BeLLLeCTB AMEIEEUR) ==
OIrBHY «Meaouko-reHeTUYeCcKun HapyLueH1ne (hopMbl
HayuHbIA LeHTp» (MTHLL V1 CTPOEHVSi MHOXKeCTBa
JlaGopaTopus nposognT KOCTEN B CKeneTe
BGVIOXVMIMNYECKYIO 11 MOJEKYISIPHO-
reHeTNHECKY0 ANarHoCTUKY.
@ r. Mockea, yn. Mocksopeube, f. 1
Qe +7 (499) 324-87-72, 324-18-65, KoHTpakTypbl — [MaxoBo-
324-31-57 M «Kawmpckas» orpaHn4yeHne naccuBHbIX MOLLOHOYHas
5 www.med-gen.ru OBVDKEHWI B CyCcTaBe Y NMYMNOYHbIE MPbIKN

NEYEHVE OETEN

MayneHtam B BO3pacTe A0 18 net nomoryT Begyuine d)e,qepaanble N pernoHanbHbl€ KNNMHUKN

®rey M3 PO «LleHTpanbHbin
Hay4YHO-1CCneaoBaTenbCKUM
WHCTUTYT TpaBMaTonorim

1 optonegun um. H.H. NMprnoposa»
2 . Mocksa,

MepuKo-reHeTnyecKnin

Hay4HbI LeHTp PAMH

2 . Mocksa,

yn. Mocksopeuee, 4. 1

Q. +7(499) 324-87-72,
324-18-65, 324-31-57 yn. lNpwnoposa, 4. 10

M «lOro-3anapgHasi», «benseso» M «Kawmpckasi» Qe +7(499) 153-80-81,

&% web.rdkb.ru & www.med-gen.ru +7 (495) 708-80-28

M «BorikoBckasi»

7

&8 www.cito-priorov.ru

Poccuinckas petckas
KNnHn4eckasi 6onbHULA
0 - Mocksa,

JleHuHckui np-T, 4. 117

R, +7 (495) 936-90-45,

+7 (495) 936-93-45

Hay4HbIn LeHTp 300pOoBbA
neten n nogpoctkos PAMH
8 . Mocksa,

JlomoHocoBckuii np-T, 4. 2, cTp. 1
&, +7 (495) 967-14-20 ‘a)
M «YHuBepcuTeT»

R

s www.nczd.ru

!
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LLECTb MEPBbIX LUAIOB

Hanpas-
neHune Ha MC3
015t yCTaHOBNEHUS!
rpynnbl MHBaNMAa-
HOCTW MO MecTy

KUTENbCTBA

HassaHune
npenapara
MO >KN3HEHHbIM
nokasaHvam

LUAT 1
INATHOCTUKA

[MpoBogunTCS TONMBKO
B CMeumnanma3npoBaHHbIX
naboparopusx, KOTopble

VIMEIOT OnMbIT AVMarHOCTUKN

penkux HacnefacTBeHHbIX

3aboneBaHuin

[OunarHos
OCHOBHOr0O

3abonesa-

YkazaHue O6si3aTenbHO
obbema Hann4ne
1 pexunma NPOTOKOJI0B
BBEOEHNS Bpa4ebHbIX KOMUCCUIA
npenapara (NpoBoOAOATCA MO MEcTy
CbOP penap )lngeﬂbCTBa
1 B hegepasnibHoOM
NOKYMEHTOB i

Bbinucka
13 MegULIMHCKOro
yupexaeHus
CO crieyoLmMn
OaHHbIMN

ECJIN Bbl
LIAT"3 MONYYNIU OTKA3
NMEPEOAYA CTEPCTBO
NMAKETA JOKYMEHTOB 3ﬂp3300;g)a' "™ Hanvcats nnebMo B MukncTep-
TESALLENY BPASY oS

OeNCTBMS C IOPUCTOM
1 NpeacTaBuUTeNsiMA
0o6LLIeCTBEHHOM

OH cocTaBut 3asaBKy
Ha BOSMO>XHOCTb

npeaocTaseHns LUAT 4 N vaaLit
resen OBPATUTbCS e
B OPrAHbI
3APABOOXPAHEHUNA
PETMOHA OBLLECTBEHHbIE
Tam peluaeTcsi BONpoc OPIrAHU3ALINN

0 3aKyrke npenapara.
VimeTb naket
[OKYMEHTOB

+ EBponerickas opraHisauus,
ob6benuHsaoLas NauMeHToB C pasHbIMK
peoknmmn 3aboneBaHnsaMH,
EURORDIS
www.eurodis.org

LLIAr 5 + Bcepocceuiickoe 061LecTBo

OBPATUTbLCSH penkux 3abonesaHuin
B OBLLECTBEHHYH www.rare-diseases.ru

+ O6LLEeCTBO NOMOLLM B6ONBHBIM C PEAKNMU
OPTAHU3ALMIO 3aboneBaHuAMU «I 'eHoM>»
MpunoxwnTe nrcema + O6LLecTBO 60MbHBLIX
B OpraHbl 30paBooXpaHeHus, MyKOmMonvcaxapuao3om
MeOULMHCKNE AOKYMEHTbI ;
C NPOCb60I1 MOMOYb WW\{V.mpSSOCIei.‘y.OI’ 9
B JIEKapCTBEHHOM http://mps-russia.org
obecneyeHnm
nauyeHTa

LIAT 6
JIEMEHUE

[RARUS PE/JIKUE BOJIE3HU B POCCUU WWW.RARE-DISEASES.RU
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AmuHa
FTAM3ATOBA,

8pav-seHemux,
3asedytowas omae-
JNleHUeM NpeHamany-
HOU JuazHoCcmuKu,
Pecnybauxanckuil
MeduKo-2eHemuue-
cxuill yeump, 2. Ma-
xaukanaa Pecnybauku
Jlazecman

RARUS PEJIKME BOJIE3BHU B POCCUU

B DErMOHDI

B J/larecraHe HayaJIu JIEUYUTDh
MY KOIIOJINCAXapHU103bl

arecTaH SBJISETCS OJHUM W3 PErHOHOB Poccuwu, rie

npobJieMa HacJIEICTBEHHBIX W PEAKUX 0o0Jjie3Heln

octpa. IlpuunH MHOro. B ux umciie — GIUBKOPOJ-
CTBEHHbIe Opaku, reorpaduyeckue U STHUYECKUE U30JI-
TBI.

I'BY «PecnmybOJMKaHCKUN MEIUKO-TEHETUYECKHUH IIEHTP
MuH3ApaBa Pecnybauku /larecTaH» COBMECTHO C MHUHU-
CTEPCTBOM 37paBooxpaHeHusn Pecmybismku /larectan Ha-
paboTaJyio OMBIT OpPraHUBAIUU CHCTEMBI JAUATHOCTHUKU
U JieueOHOro Imporecca 60Jie3Held HaKOIJIEHHU I, CPETU KO-
TOPBIX O/THA M3 CAMBIX PACIIPOCTPAHEHHBIX — MYKOIIOJIHCA-
XapHUJ03 Pa3HbIX TUIIOB.

Sl KypuUpyI0 MAaIUEHTOB ¢ OpdaHHBIMU 3a00I€BAaHUSIMU.
Bcero B perucrpe Pecmy6nukm Jlarecran corsiacHo Ile-
PEYHIO 24 HO30JI0THH penkux (opdaHHBIX) 3a00JI€BAaHUM
3apEruCcTPUPOBAHO 198 MAIIUEHTOB, U3 HUX 126 — JEeTH.
[TareHTOB C 60JIE3HAMHU HAKOIJIEHHA Ha yuete — 23. Oc-
HOBHAsI JIOJIs TaKWUX 3a00JIEBAHUN — MYKOIIOJIHCAXapU-
JI03bl. YUUTHIBAs aKTyaJIbHOCTh IIPOOJIEMBI JIJIsl HAIIETO
peruoHa, MPUKa30M MHUH3APaBa PECHYOJIUKU OPraHU30-
BAHO JieueHHe TaKuX OOJIbHBIX B PecmyOJHMKaHCKOM Me-
JINKO-T€HETUYECKOM I[€HTPE.

C sHBaps 5TOrO Trojla HAIIUM Mal[UeHTaM IMIPOBOUTCS
nHQy3nOHHAsT Tepanus (GepMEeHT03aMeCTUTEIbHBIMU
mpenapaTaMu. B THEBHOM CTaI[MOHAPE IEHTPA BBIJEJIEHBI
IBe masartel. HQY3MOHHAS Tepamnus, WJIN KaleJbHUIA,
KaK Ha3bIBAIOT €€ CAaMU MAI[UEeHTHI, — JJIUTEJIbHAS MPOI[e-
nypa. OHa IPOBOUTCS B IPUCYTCTBUH PEAHUMAIMOHHOM

NPOBJIEMA OVHAHCPOBARVIA B PEMNMOHE ELLE
OCTPA, HO BPAYV 1 TTAUWVEHTBI HALIEFOTCH,

No/03/AEKABPbB/2016

HTO 9TA SALAYHA CO BPEMEHEM BYIET PELLEHA,
BEAb COBCEM HELABHO MALUEHTBI MOT ST/
TOJIBKO MEHTATE OB OTAEJIbHBIX TTAJIATAX,

A CEMOLHA 9TO YoKE PEATIBHOCTH

WWW.RARE-DISEASES.RU
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3a Bocemb
MecsILEB Mbl
yBUZem
MOJIOXKUTE -
HYIO AVHaMUKY.
Y nropevi Tenepb
coBceM gpyroe
HacTpoeHve

AmuHa lamsatoBa
Kypupyet
MasieHbKUX
rnawymeHToB

C opghaHHbIMU
3abosieBaHUSIMU
B Pecnybnvke
HarecrtaH.

Bcero B peructpe
10 repeyHto 24
HO30/10r 1N pea-
KuX (opghaHHbIX)
3abosieBaHWI 3a-
perncTpupoBaHoO
198 nayneHToB,
n3 Hux 126 — getu
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MEUIIMHCKOH CECTPHI OJT HAOTI0ZIeHNEM Bpaya-reHETHKA
¥ Bpadya-peaHHMaToJiora. IlasaTel OCHAIIEHBI 000pYyIOBa-
HUEM Ha cay4Yyal HEOTJIOXKHBIX COCTOSHUHN BO BPEMS MPO-
LAY PHIL.

OueHb 0OJIBIIIOE JIEJIO CAEJIaHO, Belb (hepMEHTO3aMeCTH-
TEJIPHYI0 TEPAIUI0 MAlMEHTHI JOJIKHBI IOJIy4YaTh B Teue-
HHE BCEH JKU3HU, KaXK/AyI0 Hezeno. Ho moka, K coxkaleHuro,
He Bce 00JIbHBIE HMEIOT TaKyI0 BO3MOXKHOCTh — BCETO CEMb
YeJIOBEK, U3 HUX YeTBEPO — € cuHApoMoM Mapoto — Jlamu
(Myxomonucaxapuzio3 VI Tuma), B TOM YHCJIE TPOE JETeH.
OnuH marueHT y Hac ¢ cuHipomoM Mopkuo (MIIC-IV A tumn),
OWH MAIMEeHT — C 1-M THIIOM MYKOIIOJIFCaxXapuao3a (CHuH-
npoum I'yzep).

3a BoCceMb MecCsAINEeB MbI YBUAEU MOJIOKUTEIBHYIO THU-
HaMuKy. HexkesaTeIbHBIX SIBJIEHUU, aJIJIEPTUUECKUX pe-
aKIUH HU y KOro He Habiromasock. DepMeHTO3aMeCTH-
TeJIbHAS TEPAUS OJTHO3HAYHO YJIyUIIaeT KAueCTBO KU3HU

RARUS PEJTKME BOJIE3BHU B POCCUH

PopuTeny HaAIUX TaIHeH-

TOB 0Opa30BaHHBIE, OTBET-

crBeHHble. OHU TIOHUMAIOT

CJIO)KHOCTh U CEPhEe3HOCTh
3ab0osieBannii. Ho OHU HE CHUIAT CJI0-
JKa pyku. JIpy>KHBbIE, OHU HAJIAJIAJIN
CBSI3b JIPYT C JIPYTOM, U €CJIU KTO-TO
Y3HAEeT HOBOE, HAXOIUT BBIXOJ] U3 I10-
JIOXKEHUSI, TPUOOPETAET IIOJIE3HBIN
OIBIT, TO Cpa3y K€ AEJTUTCSI IPYT
¢ npyrom. Kpome Toro, cembu Bcerga
TIO/I/IEP’KUBAIOT CBSI3b C BDAYaMU, UTO
OUY€eHb BOXKHO 71714 3 deKTa JJeueHus.
A IeTKY 0YeHb pa3yMHBIE 1 BECEJIBIE.
Bo Bpems mepBoii HHMY3UU MBI CTa-
paemcs moaboaPUTh PEOEHKA, JapUM
eMy UrpyIIKy. Bce-Taku MasIbliry
TIPEZICTOUT HECKOJIBKO YaCOB JIEXKATh
IO/, KaIleJIbHUIIEH. Y Hac IPOXO0-
JIAT JIeUeHNe CEMUJIETHUN MaJIbuuK
Hcmam. OH HEOOBIKHOBEHHBIH, Ta-
KOW CMBIIIJIEHBIA, ApPTUCTHYHBIMN,
¢ uyBcTBOM IoMopa. Korma Hciaam
TPUXOAUT HA IPOIEAYPHI, TIOBCIOLY
CJIBITIIEH CMEX, W JIJIS HaC 3TO caMas
0oJIbINasi Harpaia, Korjaa MmarueHThl
VIIBIOATOTCA.

U o00llee COCTOAHUE IAUEeHTOB.
VY Jiofiedi Temepbh COBCEM APYroe Ha-
CTPOEHHE, Be/Ib YMEHBIIINIACh HHTEH-
CUBHOCTH CYCTaBHBIX U MBIIIEYHBIX
0oJieli, IOBBICHUJIACH JABHUTraTeJIbHAS
akTuBHOCTbh. Cayuau OP3, koTOpeIMHI
0COOEHHO YacTO CTpasalT OOJIbHBIE
MYKOTIOJIICAXapPU[030M, CTAJIA PEKE.
B 11e710M BBIpOCJIH ITapaMeTpbl hU3u-
YECKOTO PAa3BUTH S Y BCEX JIETEH.

Hamra riiaBHas 3ajaya Ha MepCIeK-
THUBY COCTOHUT B TOM, UTOOBI IPOIIE-
JIypbl CTaJIl HEMPEPHIBHBIMU U J10-
CTYIIHBIMH, BEJb ITIOKA TAKOE JIeYeHIE
MOTYT II0JIy4aTh He Bce. Ho MBI Hazie-
eMCs, YTO CKOPO U 3TH 3aJa4uu OyayT
PEIleHbI.

WWW.RARE-DISEASES.RU
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HACJIEJICTBEHHBIU
PAXUT — HE IIPUTOBOP.

H A PO>XXATD!

Poccun HeoOX0aUM IIEHTP
II0 KOCTHOM II1aTOJIOTUU.
B HeM MO/IKHBI 00beTUHUTHCA

KpuctuHa
KVTMKOBA, CIIEITUAJIVCTHI U3 MEJUIITHBI
andoxpunoaoe, 1 HayKH, YTOOBI IIOMOTaTh
Jlemckan
KAUHUYeCKas IIalITMEHTaM
6oavHuya N2 9
um. I H. Cnepan- Poccun opuIMaNbHON CTATUCTHKY 110 PeAKUM (Op-
CK020 BMaM paxuTa HeT, TaK KaK CaMO IMOHATHE PaxuTa
BeCchMa Heolpe/ieIeHHO. MBI BCTPETUIUCH C IETCKUM
SHIIOKPUHOJIOTOM JIeTCKOH TOPOACKOW KJIIMHUYECKOH
6ospHULBI N2 9 uM. I. H. Cnepanckoro (Mocksa) Kpu-
ctuHOU Ky mKoBOM, 4TOOBI 0OCYAUTH BOIPOCHI, KOTOPBIE
BOJIHYIOT T€X, KOMY yKe IIOCTaBJIEH CEPhe3HbIN JHATHO3.
«CyuTaTh, 4TO 3TO 60JIE3HDb MIEPBHIX TPEX JIET KUZHU, —
caMmoe 0OoJsibIioe 3a0iykjeHue. Takoll AUArHO3 MpPaBoO-
MOYHO CTaBUTH B JII060M Bo3pacTe!» — ¢ 3TOro HayaJiach
Hamia oocrostenpHasn 6ecena ¢ Kpuctunoii Kyankosoii.
CHAYANA ANATHOCTHUKA, NOTOM PbIBWIl MNP
KpuctuHa CepreeBHa, 4To Takoe «pepkasa coopma pa-
xuTa»?
Jto dbopma paxuTa, 00yCJIIOBIEHHAS ITOJIOMKOA I'€HOB, KO-
«CHYNTATE, UTO STO BOJIESHb TOpble OTBEUAIOT 32 PETYJIANMIO KalbIui-dochopHOro
obmeHa B opranuaMe. [1o 3apy6eKHBIM TaHHBIM, OJTHOH U3
MEPBBIX TPEX JIET MMSHMJ o Hanbosiee 4acThix (JOPM HACJIEJCTBEHHOTO PAaxXUTa, KJIH-

CAMOE BOJIBLLIOE SABJTY > KIEHVE. HHU4YeCcKas KapTHHA KOTOPOro OyZeT BUIHA y)Ke C IePBBIX

JIBYX JIET )KU3HHU, sABJIsIeTCs runodocdaTeMUvecKui paxur.

TAKO m LLMAFH O3 INMPABOMOHHO OH BCTpeYaeTcs y OHOTO U3 20 THIC. HOBOPO3K/IEHHBIX.
CTABNTE B JIKOBOM BO3SPACTE>

KakoBa camas rnaBHas npobnema B NpoTUBOLEN-
CcTBMM 9TOMY 3aboneBaHunto?

Ao nuarHoctuka. K coxxaseHuto, Takue GopMbl paxuTa Jua-
THOCTUPYIOTCS CJIUIIIKOM TIO3/[HO, @ MOTYT U COBCEM HE J1a-
I‘HOCTI/IpOBaTI)CH, qTo HpI/IBOJ_'[I/IT K TAXKEJIBIM ITIOCJIEACTBUAM.
Hanpumep, nadantunpHas popma runodocdaTasuy MOKET
TIPOSABJIATHCS CPa3y MOCJIE POXK/IEHUS TAMXKEIJION THEBMOHU-
eli u cyyoporamu. He Tak JJaBHO MeZ[UIIMHA HE MOIJIA HUUEM
IIOMOYb 3THM JIETSIM — OHU YMUPaJIU. A cefiuac BbI3I0PaB-
JIUBAIOT Ha (POHEe JleueHUs HOBBIM IIpernaparoM. JIpyroi

RARUSI PEJIKME BOJIEBHU B POCCUN WWW.RARE-DISEASES.RU
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«B8 COBPEMEHHOM MWNPE AET OT PAXVITA
HE LOJDKHBI YMUNPATE, BE[BL TTOCTAB/TE
ONATHOS VI ONPELOESIMTE EFO GOPMY
LOCTATOHHO T1POCTO»

YT0 TAKOE
PEAKWIA PAXHT

OT10 popmbi
paxuToB, CBsI3aH-
HbI€ C [10/IOMKOM
reHoB, oTBeya-
roLymx 3a pery-
JISIUNIO KaslbLmni-
¢ocgpopHoro
obmeHa
B opraHu3me.
Mo 3apybexxHbiM
JaHHbIM, OHOM
u3 Hambosiee
4acTbIX popm
HacnefCcTBeH-
Horo paxura,
K/IMHUN4eckKasl
KapTyHa KOTOpO-
ro BugHa
C rnepBbIX ABYX
JIET XKU3HUY,
SIB/ISIETCS MNMNo-
¢ocaremmye-
CKUI PaxXuT.
OH BcTpeyaeTcs
y ogHoro
n3 20 ThIC.
HOBOPOXAEHHbIX

*

npuMep — BuTaMuH /I 3aBucuUMBIH paxurt. Eciu ciiomana
cucTeMa aKTUBAllMU BUTaMUHA J] MJIM IOBPEXK/IeHbl TeHBI
pernenTopa BUTamMuHa /l, To 3TO MIPUBOJUT K HAPYIIEHHIO
Kanbiui-dochopHOro oOMeHa B OpraHu3Me U, COOTBET-
CTBEHHO, K Pa3BUTHIO PaXUTa.

JleTn MOTYT JJOJITOe BpeMsA IIUTH PBIOUH JKUD WUJIH He-
akTUBHBIEe (HOPMBI BUTaMuHA /I, HO UX cocTosAHUE OyneT
YXYAIIaThCA.

Camble OTIacHBIE IIOCJIECTBUA — 3TO CYyZIOPOTH, KOTOPHIE
o omubOKe MPUHUMAIOT 32 3MUJIENTHYECKHe, a TaKiKe
TsKesedmue geopManuy IPyJHON KJIETKH, Hapyla-
mye aKkT ABIXaHUA, a TaKKe IPUBOAAIINE K PA3BUTHUIO
3aCTOMHOM MTHEBMOHMH, YTO MOXKET 3aKOHUHUTHCA OYEHb
1evasbHo.

CoBceM HeJ1TaBHO TOrub peOEHOK YETHIPEX JIET, KOTOPBIT
MHOTOKPATHO JIEYWJICA B CTaI[MOHApax OT ITHEBMOHWUU
U CyZOpOrT, OHAKO IPAaBUJIBHOI'O JIEYEHHs IO IIOBOAY
BPOXKJIEHHOI'0 PAXUTa He MOJIydall.

A cumTaro, YTO B COBPEMEHHOM MHUpE JIeTH OT PaxuTa
He JI0JI’KHBI YMHUPAaTh, BeJlb IOCTaBUTh AUATHO3 U OIIpe/ie-
JIUTH €70 GOPMY IOCTATOYHO ITPOCTO.

ITanueHTy BCEro JIMIIb HYKHO CAATh OMOXUMHUYECKUH
aHAJIN3 KPOBHU, ONPEJENUTh TOPMOHAIBHBIA MPODUIIH U
BBITIOJTHUTH PEHTTeHOTrpaduio KOCTeH BePXHUX U HUKHUX
KOHEUHOCTeH.

ATHU UCCJIEOBAHUS MOKHO IPOBECTH B JIIOOOM JIETCKOH
MMOJINKJINHUKE U OosnpHUIE. Ecau mosaBsaTesa mogospe-
HUS Ha BPOXK/IEHHYIO NIaTOJIOTUIO, TO TeHETUYECKNH aHa-
JIN3 TO3BOJIUT YTOYHUTH Auarsos. Cervyac B Poccuu sT0
JIOCTYITHO KaXKJIOMYy.

JOBPOE CJIOBO

AETCKOro 3HA0KPNHOJIOIA KPH-
CTHHbI KYJINKOBOM 0 CBOMX MA-
JIEHbKUX NALMEHTAX

POAWTENW, BYAbLTE BAUTEJIbHbI

Ho, ecnu gnarHocTvka BO3MOXXHa

1 gocTynHa ntobomy, B Yem npobnema?
A cuuraro, B HU3KOH HHHOPMUPOBaH-
HOCTH Bpayvel O MPOSBJIEHUAX PAXU-
Ta, pa3Hoobpa3uu ero GopM U METO-
JIOB JUATHOCTUKHU. B MeIUIIMHCKUX
WHCTUTYTaX yd4aT, UTO PAXHUT — 3TO
3a00JiIeBaHUEe TEPBBIX TPEX JIET, AJIs
KOTOPOTO XapaKTepHbI OOJIbICEHUE
3aTBIJIKA, WCKPUBJIEHHWE TPYAHOH
KJIETKU, PYK, HOT, MATKUU DOJHU-
4oK. /la, KOHEYHO, 3TO NPOABJIEHUA
60s1e3HH, HO GOPMBI €€ pPa3HbIe, XOTh
KJIMHHUKA ¥ OYeHb cx0xka. Ecu ogHO-
My MaleHTy IOMOXKeT Ha3zHaueHHe
xojiekanpiudeposa, MM BUTAMU-
Ha /| HEaKTHUBHOTO, TO APYrOMy Ha-
3HAUEeHHWEe TaKOro IIperapara Jake
B OOJIBIIIKUX 7103aX I0JIb3bl HE TPHU-
HeceT. Yacto oprorme/bl, HabIIO/A-
omue geted ¢ aedopmanuer HOT,

HA KAKME CUMNTOMbI POAUTENSAM CNAEAYET ObPATUTD BHUMAHMUE:

PebeHok Jlarywa4ni [lyno4Hbie Jecdopmayus UsmeHeHne LJedopmauyny  YTonweHus nav
Ha4yvHaeT JKUBOT> Y rnaxoBble Hor rpu Ha4ane opmbl rPyaHOV KJIIETKN — paxvTn4eckue
o34Ho rnepeBo- (cs1aboCTb MbILLL rPbKU XoL4b0bl, yeperna, U PYK, Ha pebpax  «bpac/eTku»
paymBaThCs, 6proLLHOMN rioxogka «OJIMMIUVICKON  MOSIBJISIOTCS HE- B obnactu
CULETb, XO4UTb  CTEHKU, BbIMsIHU- «yTUHas, 7106 60/IbLLIME YTOM-  JTy4e3arsiCTHbIX
nan 6bICTPo BaHue no 6okam v «fnepeBan-  (C YBEINYEHHbI-  LUEHVS MO TUMY cycTaBoB
ycTaer, B J1exka4eM r1o- BaroLyasics» mu 6yrpamy)  BYCUH — paxuTu-
npocutcs JIOXKEHUY) YeCKNE «HEeTKU>»,
Ha pyKu, HVDKHUI Kpan
npeano4YuTaet rpyaHON KNETKN
maJsionoaBux- pas3BepHyT KHa-
Hble Urpbl PyXu, cBEPXY

rpyaHas knetka
MOXXeT b6bIThb
chaBs/ieHa

[RARUS PE/JIKUE BOJIE3HU B POCCUU
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yTemanT pOAUTesed, 9YTO K TPeM-
OATH TojaM 9dTa IaToJIOTud YH-
JleT, HOT'Y BBIIIPAMATCS, ¥ IPUA HTOM
He Ha3HA4YalOT HUKAKUX HCCJeN0Ba-
HUH. DTO HENPABUJIBHO.

Kakue »xanob6bl MoryT 6bITb y fieTen
Cc peokumn doopmamum paxuta? Ha
YTO poouTenn OOJKHbl 06paTUTb
BHMMaHue B NepByto oyepenb?

Ha nepBoM rofiy 3T0 MOKET ObITH MbI-
IeYyHasi TUIOTOHUS, TO €CTh JIETKU
TMO37JHO HAUYMHAIOT IIePEBOPAYNBATH-
csl, CH/IETh, XOJUTh UJIK OBICTPO ycTa-
0T U TPOCATCA HA PYKHU, HPEIIOUU-
TAIOT MAaJIONIO/IBU?KHBbIE UTPHL. 3-3a
CHU’KEHHUsI TOHyca MBI y pebeHKa
MOSIBJISIETCS  «JIATYIIAYUH  HKUBOT»,
MOTYT OBITh WYINOYHBIE U IaXOBBIE
rpoiku. TOHYC CHUKEH TaK’Ke B HOrax.

Kak TOJIbKO MaJibIlll HAUMHAET XO-
JIUTH, TOsBJIsieTCs edopMaIus HOT.
PonuTenu caMu CBS3bIBAIOT CBOU IO-
JI03peHust ¢ HavajoM Xozabs0bl. Ilo-
XOIKA CTAHOBUTCS «YTUHOU», UJIH TIe-
peBasnuBaromieiics, pebeHOK MIHPOKO
paccrasiisier HOTH. JlesI0 B TOM, YTO
DU PAXUTEe B KOCTAX COIEPIKUTCS He-
JIOCTaTOYHO Kasnbius u gocdopa, Ko-
TOpBIE JIOJIKHBI TIPUAABAaTh UM KECT-
KOCTbh. U TIo7 TAKECThI0 COOCTBEHHOTO
TeJia KOCTU Hor THyTcA. Co BpeMeHeM
JnedopMaIuy IpOrpeccupyIoT.

Tax:ke TIpy pa3IMYHBIX GopMax pa-
XHUTa MOXKET ObITh U3MeHeHa dopma ye-
pera — HallpUMep, MMOSIBJIAETCS «OJIMM-
TIUHCKOM JI00» M3-3a TUTIepTpOodU J100-
HBIX 6yrpoB. MoryT GbITH AedopManyu
TPYZIHOM KJIETKU U PyK: Ha pebpax mo-
SIBJISIIOTCSL. HEOOJIBIIINE YTOJIIIEHUS 10
Tuny OycuH (MX ellle Ha3bIBAIOT PaXU-
THUYECKUMHU YeTKaMU), HIKHUH Kpau
TPY/THOH KJIETKU Pa3BEPHYT KHAPYIKU,
CBEpXy TPy/AHAs KJIeTKa MOXKET ObITh
c/aBjieHa, B OOJIACTH JIyue3arsiCTHBIX
CyCTaBOB MOTYT TMOSIBUTHCS YTOJIIIE-
HUSI WU PaXUTHUECKUE «OpacaeTKu».
ITpu ycyrybaeHun 3abosieBaHUS OTMeE-
YaOTCs OTCTaBaHUE B QU3MIECKOM pas-
Butuu (HU3KUHU POCT U BEC), HAPYIIIEHNE
JIBIXaHUSsI, CY/IOPOTH.

ANATHOCTUKA [OJIKHA BbIiTb

PAHHEW. N AAXE NPEHATAJIbHOWN

KakoB onTumarsbHbIA BO3pacT O
BbISIBJIEHUS MaTosioruu, 4tobbl ne-
yeHwue 6bl1o Haubonee ycnewHbImM?
Ecyin HauaTh JIeYeHHe JI0 JIBYX JIET, MbI
MOXKEM II0CTapaTbCAd IMPEAOTBPATUTH
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KAK ONPEAENUTD BOJIE3HD
Caartb KpoBb Onpenennts Cpenarb
Ha 6UMOXUMUHECKII rOPMOHasIbHbIV PEHTreHorpagpuio
aHamn3 npogusib KOCTeV-BepXHNX

U HYDKHUX KOHEYHOCTEeMN

NPOBECTW OBCJIEAJOBAHME

Bce uccnenoBaHuA MOXKHO IIPO-
BECTU B JIIO0OH JIETCKON IIOJIU-
KJIMHUKE WM OOJIbHULE

2Ecm/1 MOABATCA TOO3DEHHA Ha
BPOXKJIEHHYIO IaTOJIOTHIO, YTO4Y-
HUTb IMAaTHO3 [I03BOJIUT FreHeTHue-

CKHUI aHAJIN3 B SHZ[OKpI/IHOJIOI‘I/I‘—IeCKOM

HAyYHOM IIEHTpe
mpus  Yavanosa,
KO-T€HETUYECKOM

(Mocxksa, ya. /Imu-
11) wiu B Menu-
HAyYHOM IIEHTpE

(Mocksa, ya. Mockeopeuve, 1). Ceiiuac
B Poccru 9T0 I0CTYITHO KaXKIOMy

v

Jedopmarun. A eciu B ceMbe UMEIOTCA POJUTEH, KOTOPhIe
OOJIBHBI PAXUTOM U HaCJeAICTBEHHAs (opMa paxuTa OXKH-
JlaeMa, TO Cpasy Ke MOCJe POK/IeHUs pebeHKa HyKHO CIaTh
aHaJIU3bl, YTOOBI TOYHO 3HATH, 00JIeH pebeHOK niin Het. Ecu
JMArHO3 IIOCTABAT IIPAKTHUYECKU Cpasy IOCJe POXKIEHUS
¥ Oy/leT Ha3HAYEHO a/IeKBaTHOE JIeYeHre, TPOsBIEHUH 3a00-
JIEBAaHUH BOOOIIIE MOKET U He ObITh.

YacTo Tak 6biBaeT, YTO poauTenn OETEN C peOKumMn 3a-
60n1eBaHNSAMN B KAKOW-TO MOMEHT Ha4YMHalOT cebsi KOPUTb:
rnoyemy 9TO CIY4YNSI0Cb MUMEHHO C MOUM pebeHKOM; HaBep-
HOe, 3TO Mbl YTO-TO He TaK cpenasnw, roe-To Hepornsne-
NN, He MPennpuHAIN KakKux-To mMep, YTo6bl GOIe3HU He
6b1J10...

HacnencrBenasie popMbl 00yCI0OBIIEHBI MYTAIUAMH Te-
HOB. MBI Ha MyTanmuu HE MOXEM IOZeHCTBOBaTh. Eciun
poAuTeNn — HOCHUTENW MyTalUud, TO PUCK POXKJEHUS

«OCHOBHAA MPOB/IEMA — B HIN3KOW
VHOOPMIPOBAHHOCTI BPAHEM

O NPOABJIERHVAX PAXNTA, PASHOOBPASIN

= O OOPM N METOLAX VA HOCTK

M »

RARUSI PEIKUE BOJIE3HU B POCCUK
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«Ecau 6 cemvbe umeromesn

Ppooumeau, Komopuie 60AbHbL

paxumom, mo nocae
POdHCOeHUA pedeHKA HYHCHO coamb
anaau3vl. Ecau duaznHo3 nocmasam
NpaKmMu4uecku cpas3y nocae poHcoeHus
u 6ydem Ha3HaueHo adekeamHoe
AeueHue, NPose.aeHUll 3a00.1esaHull
8000We MOJicem U He ObLIMb»

B TAKUX CeMbsX pebeHKa ¢ 3ab0JiIeBaHUEM MOKET ObITh OT
25 /10 100% ¥ BCe 3aBHUCHUT OT TUIIa HacemaoBanus. Ceroz-
Hs UMeeTCs NpeHaTasjbHasi JUarHOCTHUKA, TO €CTh B Ce-
Mbe, r7ie 60JIEH KTO-TO U3 POAUTEJIeH, MOXKHO Ha PAHHUX
cpokax GepeMeHHOCTH MPOBECTHU T'eHETHUUYECKUU aHaJIN3
¥ TIOJIYYHUTH OTBET, 00JIeH OyAyIIni peOeHOK UK HET.

Ecsn nion 6ojieH, TO mepej] POJUTENsIMU BCTAET BO-
Ipoc, npojJieBath 6epeMeHHOCTh aub0 HeT. fI TIIyOOKO
yBepeHa, uT0 6epeMeHHOCTh HYKHO 00513aTesIbHO MPOJ-
JieBaTh pu Bcex ¢popMax HacJIeACTBEHHOrO paxuTal

JleTu, KOTOPBIM HAYATO JIEUEHHE C IEPBOTO I'0/[a KU3HU,
UMEIOT XOPOIINH IPOTHO3, U KJIUMHUYECKasi KapTHUHA 3a-
6os1eBaHUS MOXKET OBITh MUHUMAaJbHOH, O0OJIee TOTO — ee
BOOOIIE MOKET U He OBbITh.

Celfuac mammeHTaM C Pa3JIdYHBIMU HACJIECTBEHHBIMU
3a00JIEBAHUSIMU JIOCTYITHBI [PYTHE BHICOKOTEXHOJIOTUUHbBIE
METO/IbI — IPEUMILJIAHTAIIMOHHA S IUAaTHOCTUKA, TIPH KOTO-
POIi IT0 creIraIbHBIM METOAHUKAM OTOMPAIOT 3/I0POBbIE, 6€3
MyTaIui, SMOPUOHBI Iepe/] T0CaTKOH B MaTKy. Hackobko
MHE U3BECTHO, TAKHE METOAUKH JIOCTYITHBI U B Poccuu.

ONEPALMSA WU KOHCEPBATUBHOE JIEYEHME?

Ecnn 310 cembsl N3 pernoHa, Kyga oHa MoXxeT o6paTuTbCs
3a nocraHoBKow anarHosa?

13 moboro ropojia manueHThl MOTYT OOPATUTHCS B Jieueb-
HbIe YYPEXeHU, I7le 3aHIMAIOTCs 3TOH 1pobsemoii. Takue
LIEHTPHI ecTh B MockBe: HanipuMep, JleTckas ropojickas KJIu-
Huueckas 6ospHUIA NO 9 M. I. H. Criepanckoro, HCTHTY T
JIeTCKOU 9H/IOKPUHOJIOTUH, HayYHBIN IEHTD 3/10POBb JleTel
MuHnucrepcerBa 3apaBooxpadenus PO. B Caukr-Iletrepbypre
stro HUU petckoii opronennu um. TypHepa, [lenuarpuye-
ckas akanemus. Koppeknued nedopmanuii 3aHUMAIOTCS
B HUU opronenun num. Nnusaposa B ropoze Kypras.

Kakow coBeT nagute poauTesisim, KOToOpble HacTPOEHbI
Ha pewwmnTenbHyto 60pbby 3a 300pOBbE CBOUX OeTen?
CTpeMHUTBhCSI K KOHCEPBAaTHUBHOMY JieueHHI0. Komy-To
U3 JleTeld OHO Ha3zHaudaeTCs MOKU3HEHHO, KOMY-TO — 10
MOMEHTa HOJ'IOBOfI 3p€JIOCTH. He cTour TOPOIIUTHCA C XU~
PypPrudecKkoi Koppeknuen fedopmanui.

EcTb pogutenn, kotopble CTpemMaTca?

Ha, poguresed cMymarooT epopMariuu
HOT y JIETEH, U UM KaXKeTCs, YTO CII0XK-
Hasi ¥ 60JIe3HEHHA S OIIEPALIHS CPA3Y Ke
BCe pemuT. JTo He Tak. /la, Haymnuue sie-
(opmarnuit — HeXOpOIIIo, HO 3TO SIBJISIET-
51 c1e/ICTBYEM OOJIE3HH, TIOTOMY BayKHO
HAUTH IPUYMHY U IOA00PATh JIeUeHE.

B Hamedl mpakTUKe HeEMaJso CIIy-
yaes, Koryja JiepopManuu CrroHTaHHO
WCIIPABJIAJIACh IIPU ITIPHEME JIeKap-
CTBEHHBIX cpesicTB. [Ipu Hace/icTBEH-
HOH popMe paxuTa He peKOMeH/IyeTCs
OIIepUPOBATHh B PAHHEM JIETCKOM BO3-
pacre, Tak Kak B 3TOT Iepuoj; pebe-
HOK OBICTPO PacTeT U IIPOBE/IEHUE XU-
PYPrUUYecKOl KOPPEKINHU XapaKTepu-
3yeTcs 100-IIPOIEHTHBIM PEUUBOM
nedopmanuii. Tak 4To, eciu cpasy xe
MOUTHU M0 MYTU XUPYPrHUYECKOTO Jie-
YeHus, AeTu OyayT OYKBaJIbHO KUTH
B XUPYPruvecKUX OT/EeJIEHUIX.

Panbie Tak u 6p110. U 3TO 00BsIC-
HHMO IaTOreHe30M 3a00J1eBaHNs, BeJb
omeparus He yCTpaHseT NPUYUHY —
OHA YCTpaHsIET TOJIBKO MOCJIE/ICTBUS
U JINIIb Ha OYEHb KOPOTKOE BpEMSL.
Penko xoMy yzmaBajioch n30ekarhb IO-
BTOPHBIX OTIEPATHBHBIX BMEIIATEIBCTB.
Kpome Toro, paHslie 1 JIEYUIIN TOJIBKO
xupyprudeckuMm mnytem! EcTb mnanu-
€HTBI, Celiuac y»ke B3pOCJIbIe JIIO/IU, KO-
TOpBIE IEPEHECTU 14 OTIepaIuii!

MEXAY NPOBJIEMAMM W YCNEXAMW
Kakune TpyoHOCTM NpuxoOouTcs npeo-
pornesartb Nlofsam, cTpagaroLmM Ha-
cnencTBeHHbIMU doopmamu paxmTa?
ITpo6sieM y 3THX IAIMEHTOB MHOTO,
HauMHAas C HECBOEBPEMEHHOH sua-
THOCTHKU U HEa/IEKBATHOCTH JIeUeHUs
Y 3aKaHYUBas HEOCTYITHOCTHIO Jleye-
HUsA 1151 6obIInHCTBA 60IbHBIX. Kpo-
Me TOr0, OTCYTCTBYeT crucTeMa peabu-
JINTAIIH.

Eme o/iHa cepre3Has npobiema —
TO, YTO B IIOCJIEJIHEE BPEMs JIIOAU
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MEAWLWHCKWE
3ABEEHMA
POCCHM,
FAE
3AHUMAKOTCH
PEAKUMU
GO0PMAMH
PAXHUTA

MOCKBA
Jetckas ropogckas
K/IMHWYeckasi 60J1b-

Huya Ne 9 umeHun
I. H. CnepaHckoro;
PIreYy «9Hpokpu-
HOJ1I0rN4eCKuii
HayYHbIVi LLeHTP»
MuHucTepcTBa
3/paBoOXpaHeHs
P® (UHcTutyT
[ETCKOU SHZOKPU-
Hos10rnm);
QrAY «Hay4qHbin
LYeHTP 340p0BbS
aeteu» MuHnctep-
cTBa 34paBooxpa-
HeHust PO

CAHKT-

NMETEPBYPI
@by «Hay4Ho-unc-
crie[oBaTesIbCKui
LeTCKuvi opTone-

ANYECKU MHCTUTYT
umenn I V. TypHe-
pa» MuHnucTepcTBa
3paBoOXpaHeHs

lNepunatpuyeckas
akagemusi

KYPIrAH
@IrBY «Poccuiickuii
HayYHbIV LLEHTP
“BoccTraHoBUTE b=
Hasi TpaBMaToJs10rusi
v opToneaus”
UM. akagemuka
I. A. innsaposa»
MuHuctepcTBa
3paBoOXpaHeHs
P® (UeHTp
UnunsapoBa)
(koppekuyus ge-
opmavmni)

KOIA B CEMBE BOJIEH KTO-TO

13 POONTESIEN, MOXXKHO

HA PAHHVIX CPOKAX BEPEMEHHOCTI
MPOBECTWV MFEEHETUHYECKM AHASING
1 NOYYTE OTBET, BOJIEH
BEYOYLLY PEBEHOK I HET

RARUS| PEJIKVE BOJIE3HI B POCCUH
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A TTIYBOKO YBEPEHA, HTO BEPEMEHHOCTE NPOBJIEMbI NALINEHTOB
HY>KHO OBASATESIBHO MNMPOLJTEBATH C PEAKUMW ®OPMAMHU
[PV BCEX @OPMAX HACJIELCTBEHHOI O PAXUTA
PAXUTAL IETV, KOTOPBIM HAYATO JIEYEHVE

C MEPBOIO FOOA XK3HV, VMEKT XOPOLLM
MPOMHO3, BOMEE TOMO — MPOSIBIEHAV sanaonbisact
BABONEBAHVIA MOXKET BOOBLLIE HE BbITbs AuarHoCTHK

OTcyTcTBYET
JlaXKe C TSKEJIBIM TeYeHHeM PaxXuTa JIUIMA0TC HHBaJIH/I- peaGunMTauus

HocTu. CeMbHU U3 OT/AAJIEHHBIX PErHOHOB Poccuu kajy-
HenpaBunbHo
Ha3HayaloT nevyeHue

IOTCS Ha TO, UTO UX ZileTel He HaOJII0Aal0T Ha MecTax, a 3TO
He M03BOJISIET MPAaBUJIBHO OIlEHUBATh AUHAMUKY. [Ipues-
JKaTh KaXK/Able IeCTh MecAIeB B MOCKBY He BCEM IO Kap-
maHy. Ho 4To pasyeT — MOCTENEHHO MOABJIAIOTCA 3aUHTE-
pecoBaHHbIe Bpauu, TeM 00Jiee UTO MbI BCET[a TOTOBBI I10-
MOUYb U JUCTAHIMOHHO.

A ybexnena, uto B Poccru He0OX0IUMO CO371aTh IIEHTP, MO-

JKeT U He OfINH, KOTOPBIH Oy/ieT 3aHUMAaThCA Beell KOCTHOM OnacHocTb
[aTOJIOTHEN, IIEHTP, KOTOPBIH OOBEAUHUT CIIENHAJINCTOB nUWNTLCS
W3 pa3JNUHbIX chep MEJUIMHBI U HAYKH, YTOOBI IOMOTATh VNHBANNAHOCTU

IIangueHTaM.

EcTb f0eTu, KOTOPbIX JIMYHO Bbl Y>Ke J0JIroe Bpems Ha-
6nopaeTte B AMHaMmuke?

3a uyeThIpe TojZla HaM yAaJoch cobpaTh rpynmy Gojee
yeM U3 100 4YeJIOBEK C Pa3/INYHBIMHU (bOpMaMI/I HacJen-
CTBEHHOI'O paxuTa, IPOBECTU TeHEeTUUYECKHe HccIie-
JIOBAaHWs, HAa3HAUUTH KOHCEPBATHBHOE JieyeHue. TeMm

Lloporue
npenaparbl

HeT meauLMHCKOM
JleTKaM, KOTOpbIE€ IOIaJid K HaM COBCEM MaJIeHbKU- MOMOLLY B MECTHBIX
MU — B TOJUK, /1BA, TPU, — UM He HYKHBI Ollepalluu, OHU MEeAMLIMHCKUX
TIOKa3bIBAIOT OYEHDb XOPOIINE Pe3yJabTaThl HAa KOHCEPBa- yupexnpenusx

THBHOM JiedeHUH. HeKOTOpBIM MBI COBMECTHO C OpPTOIIe-
JlaM¥ IIPOBEJIU U OIIEPATUBHOE JieueHre Ha (POHe MeTuKa-
MEHTO3HOU Tepaluu — U pe3yJIbTaT pajyer.

To eCcTb OHM pacTyT 1 B3pPOCJIEOT HA BalnX rnasax?
Jla, MBI Bce 0 HUX 3HaeM, pajiyeMcA ycrnexaM. boJbIIuHCTBO
,HETeﬁ MOXKHO Ha3BaTh KJIMHUYECKHU 3/J0POBBIMMU. Toawsko
UX POAUTENIM U MBI, BpauH, 3HAEM, UTO OHHU DPETYJIAPHO
IIPUHUMAIOT IIpenaparsl, IO3TOMY BCE XOPOIIO.

«He cmoum 3ao0ynompeoasamnw
onepayuamu — ayque
noodoopamv KoHcepeamueHoe
aeuenue. Ecau cpa3y sce noitmu

no NYymu xupyp2uveckozo

AeveHun, demu 6yoym 6ykeaabHO
AHCUMDB 8 XUPYP2UHECKUX OTNOEACHUSX»

RARUSIPE/IKME BOJIEBHU B POCCUU WWW.RARE-DISEASES.RU
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ITO HaCJIeJCTBEHHOE 3a00JIeBaHIe
OTHOCHUTCS K »KU3HEYTPOKAIOIIIM.
Ho jiekapcTBO yike HauJeHO

Aa

TUNO®OCPATAINA
(roo) -
Hacaeo-

cmeeHHoe
3aboaesaHue,
yepodxcarowee

JHCU3HU, KOMO-

poe cea3aHo
¢ Hedocma-
MOYHOCMbIO
depmenma
«wenovHasn

docpamasa»

HAPYLLUEHNS PA3BUTHSA KOCTEH W CKENIETA

IepBoM ciIydae mesouHas docdarasa, KOTopas «CHIUT»

Ha MeMOpaHax CIIEIMAJIBHBIX KJIETOK, (hOPMUPYIOIIUX

KOCTHYIO TKaHb, «pa3pe3aeT» TaK Ha3bIBaeMble TUPOdOoC-
ater Ha npoctele QocdaTel, KOTOPIE Jajiee COeIUHANTCA
C KaJIbI[EM 1 00Pa3y0T CTPOUTEILHBINA MaTepHasl KOCTEH — TH-
JIPOKCHATIATUT, IPUAIOIIUI KOCTAM CKeJleTa TBepocTh. Eciu
mesioyHas docdaraza HOpMasbHO He QYHKITMOHUPYET, TO MH-
podocdarsr HakamuBatoTes, pocdarhl U THIPOKCUATIATUT He
o0pa3yroTes, a KOCTHAs TKaHb (YOPMUPYETCS aHOMAJIBHO.

ATOT mporiecc 0COOEHHO BaXKEH B JIETCKOM BO3pacTe, KOIJa
IIPOUCXOAUT OBICTPBIA pocT ckesera. Kocru y nereit ¢ 'O
MMEIOT MEHBIIYI0 IJIOTHOCTh U IOJBEP:KEHBI YaCTHIM Iiepe-
JioMaM U MCKpHUBJIeHUAM. Tak kKak pebepHble KOCTH I'DYIHOH
KJIETKH yYacTBYIOT B /IbIXaHUU (KaK IPY>KUHBI, PACKPBIBAIO-
11ve sierkue), To npu '@ MutazieHnbl MOTy T IMETh IIJI0X0 pas-
BUTBIE JIETKWE W HYKJATHCA B JBIXaTEJTBHON IOJZIEPIKKE, Ha-
IIPUMEP UCKYCCTBEHHOM BEHTWJIAINNU JIeTKuX. Kak cieicTaue,
TaKHe IeTH YacTo OOJIEIOT PeCIHPATOPHBIMU 3a00/I€BAHUSIMU.

Ilpyroii ocobeHHOCThIO I'PD sABIsSETCS HECBOEBPEMEHHOE
cpaleHue KocTel ueperna. B Hopme y sieTell KocTu yeperna co-

IIpoucxodxcdeHue Ha38aHUA 3AD0.1e8AHUA CBA3AHO C ZPEUECKUM CNAO0-
B80M «2UNO», WIMO 03HAUAEM «CHUNCEHHBIIL», U «hochama3usn», yka-
3vtearoweil Ha hepmenm gpocghamasy. Bnepeavte cunogocghamasusn
(I'dD) onucana ewe 8 KOHUE 40-X 20008 NPOULI020 KA AMEPUKAH-
ckum epavom Prconom Pedoanom. Bvrro ooHapydiceHo, wmo dgep-
MEHM «WeAoUHan ocamasa» 8binoAHeM Ppa3aurHsble YyHKUUU
8 op2aHu3Me uea08eKa, HoO Hauboaee 8aNCHLIMU U3 HUX A8AOMC
ynpasaeHue 08Yyma 2AasHeinuuUMu npoyeccamu — MuHepaausayueit
Kocmell ckesriema u nocmynaenuem eumaviuta B6 e 20106noit mos2

[RARUS|PEJIKIE BOJIE3HU B POCCUN
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€/IMHEHBI HEXECTKO, YTOObl Pa3BUBAIO-
IIHCSA MO3T MOT YBEJIMUUBATHCS B 00b-
eme. Ecim mienounas Qocedaraza He
(GyHKIIMOHUpPYET B IOJHOH Mepe, KO-
CTH Yepella CpacTaloTcs yKe B MJIaJIeH-
YECKOM BO3PACTE, UTO IIPUBOAUT K OIaC-
HOMY COCTOSIHUIO — KPaHHOCHHOCTO3Y,
[P KOTOPOM CO€ZIMHEHHBbIE KOCTH Ye-
pera He ycIieBaeT pacTH Tak e ObICTPO,
KaK MO3T, M03TOMY y zieteli ¢ PP mo-
BBIIIAETCS BHYTPUYEPEITHOE /TaBJIEHUE,
a TaKJKe JJaBJIEHIE HAa 3PUTEJIbHBIN HEPB.
[Tpy KPAaHHOCUHOCTO3€ MOXKET MOTPebo-
BaThCs CJIOXKHAS OTIepaIus /71l PACKPbI-
THS IIIBOB Uepera.

Ei1tie oJTHUM CJIe/ICTBHEM TOT'O, UTO IIe-
sgounas pocdaraza npu 'GP He paspy-
maeT nupodocdarsl, ABJIAETCA HAKO-
IJIEHUE MOHOB KaJIBIIMSA B KPOBU, KOTO-
pbIli HE MOKET BOUTH B COCTaB KOCTEH
u3-3a orcyrcrBus ocdaros. IlosTomy
COJIU KaJIbIIHsA, KOTOPBIH TOJKEH ObLI
OCTaBaThCS B KOCTAX, HAKAIIMBAIOTCS
B MBIIIIAX, CYyCTaBaX M MOYKAX, BBHI3BI-
Basi GOJieBble OIIYIIEHUs], Pa3IUYHbIE
TIOBPEKZIEHUsI CYCTAaBOB U HapYIIEHUs
B pabore movek. Ecyii ypoBeHb KaIbliust
OCTaeTCsl BBICOKUM ITPOJIOJIKUTEIIBHOE

WWW.RARE-DISEASES.RU
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BpeMsi, BOBHUKAET COCTOSHUE, U3BECT-
HOE KaK «He(POKAJIBIIITHO3», UTO MOJKET
IIPUBECTH K 3HAYUTEILHOMY ITOBpEXK/ie-
HUIO II0YeK — TaK HasblBaeMOH Iouey-
HOH HeIOCTATOYHOCTH U JlaXKe K CMepPTH
MaIeHTa.

3auacryo y nanueHToB ¢ I'OO Boina-
JIaIoT 3yObl — KaK MOJIOYHbIE (paHbIIe
OOBIYHOTO CpPOKa — B BO3pacTe OKOJIO
5,5 TOZ1a), TAK U IOCTOSHHBIE. DTO CBA-
3aHO C HEZIOCTATKOM IleMeHTa 3y00B, KO-
TOPBIM COCTOUT, KaK U KOCTH, U3 Kajb-
nua u ¢ocdopa, npudeM KopHU 3y00B
COXpaHAITCA IebIMu (pu HUBHOIIO-
THYECKOH CMeHe MOJIOYHBIX 3yOOB HX
KODHH DaccachlBaIOTCA), a caMy 3yObl
BBIIIA/IAI0T UJIM BBIHUMAIOTCA 6€3 TPaBM.
9710 sABIIsAETCSA 0c00eHHOCTHIO 'DD. B T41-
JKeJIBIX CiIydasx nanueHTtsl ¢ 'O ju-
mrarTes 60JIBIIMHCTBA 3y0OB yoKe B JeT-
CKOM Bo3pacTe, 4TO TpebyeT MHOXe-
CTBEHHOT'O IIPOTE3UPOBAHHU .

HAPYLLUEHWS NOCTYNNEHUA

BUTAMWHA B6 B MO3r

Baxknol yHKIHeH menouHol docda-
Ta3bl B OpraHu3Me, He CBA3aHHOH ¢ dhop-
MUPOBaHUEM CKeJleTa, SBJAeTCA pery-
JINpOBaHUe NOCTYIJIeHUsA BUTaMuHa B6
B pactymui moar. [llesounas dpocdara-
3a oTmerisger docdar, u ButamMua B6
IIPOHUKAET B HEPBHBIE KJIETKH, KOTOPBIM
OH He0oOXOJIUM JIJIsI TIPOBEJIEHUSI CUT'HA-
JIOB MEK/Ty KJIETKaMH.

Ecou menounas ¢pocdarasa He MOKET
OTIEenATH ocdaT, BuUTaMuH B6 ocra-
eTcs CHapy?K! HEPBHBIX KJIETOK U OHU He
MOTYT a/IEKBaTHO OOMEHUBATHCS CUTHA-
aamu. [Tostomy nipu I'O® y mitafeHIeB
BOBHHKAIOT CYIOPOTH (OO ITPOBeAeHU
CHUTHAJIOB), IPH KOTOPBIX Pa3pylLIaOTCs
HEpBHBIE KJIETKU. bosiee Toro, Takue cy-
JIOPOTH He IPOXOJAT IIPU IIPHMEHEHUH
0OBIYHON AaHTHUCYOPOKHOH TEPATIHH.

®OPMbI
Kak u mpu MHOTUX JIpyTUX HACJIEICTBEHHBIX 3a00JIEBAaHUSAX,
I'd® moxkeT MMeTh pa3Hble (GOPMBI, KOTOPbIE YCJIOBHO pasjie-
JISIIOT B 3aBUCHMOCTH OT BO3pacTa 0OHAPYKEHUS IEPBBIX CHM-
IITOMOB.

Maadenyvt. Haubosnee Tsxessie dopmbl I'OD obHApY:KUBa-
I0TCA y’Ke BHYTpHyTpoOHO Ha Y3U wmm cpasy mocse poxxze-
HuA. Miazgenns! ¢ '@® umeroT 3HaunTEIBHBIE AedopMAaIn
CKeJleTa, MATKUU 4Yepel, KPaHUOCUHOCTO3, CHUKEHHBIA TO-
HYyC MBIIIII], TPO6JIEMBI C JIbIXaHUEM, a TaK:ke cyzoporu. OHu
OTCTAIOT B HAOOpe POCTa U Beca B CPABHEHUU C POBECHUKAMU.
B rakux ciryuasx 3abosieBaHue 6e3 a/IeKBaTHOU TePAIINH ITIOYTH
BCET/IA CMEPTEJIHHO.

Jemu. Ecau cuMnToMbl 3a00JI€BaHUS HAUWHAIOT IPOSIB-
JISIThCA B JIETCKOM Bo3pacte, To ['®® yacTo HempaBUJIBHO JTHA-
THOCTHUPYeTCA Kak paxuT. Takue 1eTu UMEIOT UCKPUBJIEHU S KO-
CTel cKesieTa, MPOOJIEMBI C TIOXOAKOW, MBIIIEYHYIO CJIa00CTb,
60711 1 U3MeHeHus B cyctaBax. OObIHO JieTH ¢ '@ oTcraror
B (OU3MUECKOM PA3BUTHH HA HECKOJIBKO JIET, & B UX TIOUKAX MO-
ryT 00pa30BbIBATHCS KPUCTAJITHUECKUE KAJIBITU(DUKATHI, KOTO-
pble IPUBOAAT K HOYEYHON HEOCTAaTOYHOCTU. Hepesiko y Takux
JleTel TIOBBIIIIEHO BHY TPUYEPEITHOE /IaBJIeHHe, Y OHU UCIIBIThI-
BalOT BHe3amHble pBOTHL. Eciu aetsaM ¢ '@ ObL mocTaByieH
JINaTHO3 «PAXUT», TO HAa3HAYEeHNe BUTaMUHA D MOXKeT BbI3BATh
TIOBBITIIEHNE YPOBHS KaJIBITUA U TOBPEXKIEHUE TTOYEK.

Bspocavte. Takue nanueHTs! ¢ [OD MOryT OBITH IVIYOOKO UH-
BaJINJIU3UPOBAHBL. [13-32 BBICOKOM XPYNKOCTH KOCTeH y HUX
MOTYT IIPOUCXOJTUTH TaK Ha3bIBaeMbI€ CTPECCOBBIE TIEPEJIOMBI,
He CBsI3aHHBIE ¢ TpaBMaMU. Takue IepeoMbl I0JITO He 3aKU-
BAIOT U TPEOYIOT XUPYyPrudecKol KoppeKiuu. V3-3a moBpex-
JIEHUH CKeJIeTa B3POCIIbIe ManueHThl ¢ '@ yacTo BEIHYK/IEHBI
TIEPeJIBUTAThCA € IIOMOIIBI0 MEXAaHWUYECKON IOAJIEPKKHU, Ha-
NIpUMep WHBAIUIHON Koisicku. O4eHb BaKHBIM (DakToOpoM,
KOTOPBIA MPUYUHSIET 3HAUUTE/IbHbIE HEYZ00CTBA MallueHTaM
c IO, ssByIsIeTCA UX OTOPBAHHOCTH OT COITAAJIBHOM JKU3HU, CBSI-
3aHHAs C TMOBPEXKIEHUEM CKeJIeTa U TTOXO/IKHU, OBICTPON YTOM-
JISIEMOCTBIO WJIH TIEPE/IBIIKEHNEM Ha KOJIACKE.

YCTAHOBKA ANATHO3A
Juarsoctuka 'O ocHOBaHAa B IEPBYIO OUepe/b Ha OLIEHKE Bpa-
YOM CHMIITOMOB 3a00JIeBaHU S U Y POBHS IIEJIOYHOU (ocdaTasbl.
Tect Ha wesmouHy0 Qocdarazy ABJIsgeTCS OTHUM U3 CaMbIX
HEJIOPOTUX U YaCThIX TECTOB, HA3HAYAEMBIX IIPH OMOXUMUYe-
cKkoM 06¢csieioBanuy. Ero MOKHO ITPOBECTH MTPAKTUYECKH B JIIO-
60oM sieuebHOM yuperkzieHuu B Poccrn. Ho 04eHb BasKHO yUecTb,
YTO aKTUBHOCTB IIIeJIOUYHOH (ocdaraspl 3aBUCUT OT BO3pacTa
U JIOCTUTaeT MaKCUMyMa B 10—15 JsieT. Hapumep, /111 pebenka
JIBYXMECSYHOTO BO3pACTa 3HAYEHHE AKTHBHOCTH IIEJIOIHOH
docdarazsr 100 Exi/n (aKTUBHOCTD M3MePSIETCS B €IMHUTAX HA
suTp) OyeT HOPMaJIbHBIM, a 11 peOeHKa CeMH JIeT 9TO JKe 3Ha-
uyeHue Oy/ieT HIKe HOPMbL. TakoMy manueHTy HeoOX0UMO HC-
KJIIOUUTD IMATHO3 «Tunodocdarasusa», I03TOMY Bpad JA0JKeH
YUUTBIBATh BO3PACTHBIE HOPMBI (MX YCTAHABJIMBAIOT B J1ab0pa-
TOPHH yUPEK/IEHN ) JIJIsI JAHHOTO TeCTA IIPH 00CIe/I0BAHUH.
l'eneTnueckasd AMATHOCTUKA IIPOBOJUTCA B HEKOTOPBIX CITy-
vasgx I HAXOXKJEHHUsA MYTaIlU B TeHe IesIouHoN docda-
Tasbl, KOTOPbIN HasbiBaeTcs ALPL. C0:KHOCTh reHeTHYecKoU
JuarHocTuku npu '@ cocTouT B TOM, YTO IPU CTAHAAPTHOM
TEHETHYECKOM HCCJIEIOBAHUY HE BCETZIA yaeTcsl OOHAPYKUTh
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HapyIleHus B TeHe, BhI3BaBIIue 3a00J1e-
BaHUe.

T'®® moxxet HacaeoBaThCA KaK OT OfI-
HOTO POJTUTEJIS, TAK U OT 0O0UX, IIPUUEM
OJTHA Y TA Ke MY TaIl¥s Y POJTUTEJIEH U Jie-
Tel WK Jake OJTM3HEI0B MOXKET ITPHBO-
JIUTh K Pa3HOM CcTereHW 3a00JIeBaHUSL.
Hampumep, peGeHOK MOKET UMETh 3Ha-
YUTEIbHbIE PAaXUTUUYECKUE U3MEHEHUs],
HHU3KOPOCJIOCTh, MBIIIEUHYIO CJIA00OCTD,
a ero Mama, HOCUTEJIbHHUIIA TOH Ke My-
TaIlH, MOKET UMETh TOJIBKO IIOBBIIIIEH-
HYI0 yTOMJIAEMOCTD. DTO CBA3aHO C TEM,
YTO B PEryIupOBaHUH (POPMUPOBAHUA
KOCTeH y4acTBYIOT U IPyTHe TeHbL.

JIEYEHME

3abonepanne I'O® wu3BECTHO TPOAOJI-
JKUTEJIPHOE BPEMsA, a Tepamus IIPOTUB
Hero ObLTa pa3paboTaHa TOJIBKO B IIO-
ciefiHee JiecATUETHe. TpajiuIIOHHO
steyeHrie [O® ObLIO HATIPABJIEHO HA UC-
TpaBJIeHUE CHUMIITOMOB, HAIIPUMED IIPO-
BOJIMJIICH OIEPAIMH TI0 WCIIPABJIEHUIO
MHOXKECTBEHHBIX IIepesioMOB. Kpowme
TOr0, HEKOTOPHIM IallieHTaM Ha3Hada-
Jich 6ucdochoHaThl, KOTOpble HHOTTIA
NIPUMEHSIOTCA I JIeueHUus JApYyroro
penKoro 3aboJieBaHusl, TIOX0XKET0 HEKO-
TOPBIMH IIpOsABIeHUAMU Ha I'®D, — nHe-
COBEPIIIEHHOTO OCTEOTeHE3a, WJIM BHUTA-
MuH D 71 CHATHSA CHMITOMOB PaxXHTa,
YTO IPUBOAWJIO K JlaJIbHEHIeMy yXy/-
IIIEHHUIO COCTOSHUS IanueHToB ¢ I'OD.

B Hacrostiee BpeMsi pa3paboTaHa Tap-
reTHass )epMEHT-3aMeCTUTEIIbHAS Tepa-
s '®@O. OHa Ha3bIBaeTCA TAapreTHOU (OT
CJI0OBA «TApreT» — «IEJIb»), TAK KaK MO-
JIeKyJia Iperapara uMeeT CIel[daIbHBIN
Y4YacTOK, KOTOPBIH BeZIET BCIO MOJIEKYITY
K MeCTy HeXBaTKU IIeJIouHON (ocda-
Ta3pl. A (GepMEeHT-3aMeCTUTETFHON Ha-
3BaHA IIOTOMY, YTO MOJIEKYJIa ITperapara
HeceT B cebe dbepMeHT «IesoHas ¢oc-
(araza», KoTOpas 3aMelIaeT IIOBPEXK/IEH-
HYyI0 IIesI0uHyI0 docdarazy marreHTa.

KimHuueckue WCCIeOBaHUS IOKa-
3aJI1 BBICOKYIO 3(pdekTUuBHOCTh dep-
MEHT-3aMECTUTEJIbHON Tepanmuu Ha
pa3JIMYHBIX I'pyInax manueHToB. He-
KOTOpBIe manueHTsl ¢ '®P B Poccunm
yKe TOoJIy4aloT IIpernapar 1o *KU3HeH-
HBIM TIOKazaTeasaM. OH ObLI 3aperu-
CTPHUPOBAH BO MHOTHX CTpaHaX MHUPA,
takux kak CIIA, ctpansl EBpocorosa,
fAnoHus u ap., a B 2015 FOAY JOKYMEHTHI
Ha PErucTpaIyio Ipemnapara ObLIH MO-
JlaHbl 1 B MUHUCTEPCTBO 3IpaBOOXpa-
HeHus Poccun.

Aa

AXOH/IPONNA3HSA -
8posicdeHHas
60./1e3Hb, KOMO-

pas xapaxmepu-

3yemcs xap-
AUKOBOCTbIO,
803HUKaIOWell
u3-3a Hapy-
weHusn pocma
Kocmeil ckene-
ma. Bnepebvte
3aboaesaHiie
ObL10 ONUCAHO
noo Ha3saHuem
«XOHOpOOU-
cmpodgusn»
61878 200y.
Hnoeda npusHa-
Kxu 3abo0.1e8aHus
MO2CHO YBudemsy
¢ 21-11 Hedenu
passumus
naoda. Yema-
Hasausaemes
ouazHo3 He-
C/I0JICHO, a 860M
npenapam 04
namozeHemuue-
CK020 /1IeveHUs
nayueHmuvt ewje
JHclym — noka
JleueHue CuM-
nmomamuue-
cKoe

| TEMA HOMEPA | PEOKVE BONE3HU KOCTE 11 CYOTABOR 1 20)
AxoHOponaa3us

TALUERT
O4EH

Hcoem

MaJjieHbKUe anueHThI

1 UX POAUTETHN OUEHD KAy T
HOBBIU ITperapar

NCTOPUA NCCNEAOBAHNSA
nepBble 3a0oyieBaHUe OBLIO OMUCAHO II0J] Ha3BAHUEM
«xoHApoguctpodusa» B 1878 roxy. B 1900-m pacumupeHn-
Has KJIMHUYECKas XapaKTepPUCTHKA OoJsie3HU ObliIa JJaHa
IIrepom Mapu.
B naspHeliem nocse 6osiee 1mMO[pOOGHOTO UBYUYEHUS XOH-
npoxucTpodus Obla IeperMeHOBaHA B aXOHAPOILIA3HIO,
WHOT/IA ee Ha3bIBAIOT Oose3HbI0 [lappo-Mapu.

MNPUYUHDLI

ITpuuymHOM pa3BUTUA aXOHAPOIJIA3UM ABJIAETCA MyTalus
rena FGFR3. B 20% ciyyaeB axoHIpoILIa3us IepeaaeTcs 1Mo
HACJe/CTBY, B 80% — pa3BUBaeTCs B pe3yJbTaTe BIIEpBbIe BO3-
HUKIIEH MYTaIUU.

MPU3HAKH

WHor/a iepBble IpU3HaKH 3a00JI€BaHUSI MOXKHO YBH/IETD YIKe
¢ 21-¥ HeZlenu pa3BuTUA MI0/a. [Ipy poKAeHUH HApyIIeHU s
3aMeTHBI C TEPBBIX JHEH KU3HU: TOJIOBA YBeJIWYeHa, PYKU
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3O TEMA HOMEPA | PEOKWE BOMESHN KOCTEV V1 CYCTABOR |

[P/ POXKLAEHVIA HAPY LUEHA
BAMETHbI C NEPBLIX JHEN
PKNSHN: TOJIOBA YBEJINHEHA,
PYK 1 HOT W YKOPOYEHDB

¥ HOTH YKODOUEHHI. B mocsenyromem
‘ HabJII0IaeTCsl BBIPA’KEHHOE YKOpoue-

HHUe KOHEUHOCTEH IpU HOPMAaJIbHBIX
pasmepax TysoBuIa. B mporecce pocra
pebeHKa BO3HUKAIOT OCeBbIe ieopMa-
MU KOHEYHOCTe! U AedopMaIiuu Io-
3BOHOUHUKA. V3-3a IaTOJIOTUH CKeJleTa
MOTYT Pa3BUTHCS BTOPUUHbBIE HAPYIIIE-
HUS CO CTOPOHBI BHYTPEHHUX OPTaHOB.

lNatoreHeTn4e-
CKoe JieyeHune
3abo/s1eBaHus Ha
JaHHbI MOMEHT
HaxoguTcs B cTa-
Ann pa3paboTku

OCOBEHHOCTH

WHorma neTw ¢ axOHAPOIIA3WEH OT-
cTalT B ¢usndeckoM paszButur. OHU
MO33Ke, YeM MX CBEPCTHHUKH, HAUMHAIOT
JEPAKATDh I'0JIOBY, CAAUTHCA U XOAUTH, HO
IIpU 3TOM MHTEJJIEKTYAaJIbHOE PAa3BUTUE
pebenka He crpajaet. MHorja pebeHoK
MOKET UMETh IIPODJIEMBI C aZlalTaluen
B OKPY’KaIOII[eM MHUPe, TOCKOJIBKY OKpY-
JKaroIas Cpefia He MPHCIOCcobIeHa JIst
JIFOJIER C HUBKUM POCTOM.

AWATHOCTUKA
% OObIYHO 1A Bpaya He COCTaBJIfgeT
cnyyaes TPYZHOCTEH MarHOCTUPOBATh 3a60J1e-
axoHAponiasuy —  BaHUe. BHEIIHUI BU/I MaI[HeHTa U [IPO-
970 He Hacsief- TIOPITUY €ro Tejia MOTYT YKa3bIBaTh Ha
C;%%"é%%gg’ AXOH/IPOIIA3HIO.
BO3HUKLLIAS YacTo BO3HMKaeT HeOOXOAUMOCTD

MyTayuns reHa

B KOHCYJIbTAI[UM JPYTUX CIIEIHaJIU-
ctoB. Helipoxupypr ocMaTpuBaer ma-

Hnoz0a pebeHok Modxcem umemn

npood.aemsl ¢c adanmauuetl

8 OKpYIHcarowiem Mmupe, NOCKOAb-
KY OKpydcaiowiasn cpeoa He NPucnoco-
0.1eHa 045 mooeil ¢ HUBKUM POCIMOM

1MeHTa Ha npeamet ruaponedanuu. OTOIAPUHTOJIOT U3Y-
YaeT CTPOEHUE TOpJia M HOCOBBIX XO/IOB IAIMEHTA, UYTO CBs-
3aHO ¢ HapylieHueM (GOpPMUPOBAHUS JIUIIEBOT'O CKEJIETA.

JIEYEHUE

Ha CeI‘OZLHHIIIHI/Iﬁ JAEHDb T€palud aXOHAPOoIlJIa3u CUMIITOMA-
THYECKad, HallpaBJIEHA Ha NPEAOTBPAIICHHUE U YCTPAHCHUE
rpybeIx gedopmanuil. ATO MO3BOJIAET YIYUIINTh KAad4eCTBO
KHU3HU IIaIIUEHTOB.

B /reTckoM BO3pacTe MPOBOAUTCS KOHCEPBATHBHAS Tepa-
MMUsi: Maccask, jJedebHass GUBKYIbTypa, IJIaBaHue. ITO IMO-
MOraeT YKpeIuTb MbIHIe‘IHbeI KOpCET U HE JOIIYCTUTD CUJIb-
HOﬁ [[e(i)OpMaHI/II/I KOHe‘IHOCTefI " IIO3BOHOYHUMKA.

JleueHrEe TOPMOHOM POCTA MIPOBOAUTCS TOJIBKO IO Ha3HA-
YEeHU I BHZ[OKpI/IHOJIOI‘a. Bo3MoxHO Takxke YAJIUHEHHE KO-
HEUYHOCTEH, 7151 Yero JIeJIaeTCs IIOITAITHO HECKOJIbKO OIlepa-
THUBHBIX BMEIIATEIbCTB. ECIU POAUTE NN PEITUINCH HA XH-
pypruueckoe pelnieHre mpobaeMbl HU3KOTO POCTa, B 3TOM
ciiyuyae HeOOXOAMMO OOIIaThCS B CIIEIUATU3UPOBAHHYIO
OPTONEAUYECKYIO KINHUKY.

EcTb cuTyanuu, Korja pelleHue IPUHUMAETCA B MOJIb3Yy
OIIEPATUBHOIO JIEYEHHUsI, — IIPU YI'PO3€ CTEHO03a, TO €CTh Cy-
JKeHU s, I03BOHOYHOI0 KaHaJia BCJIEICTBYE BOSHUKHOBEHHU A
QUKCHPOBAHHOTO HCKPHUBJIEHUs, K1U(d03a, IPyFONOACHUY-
HOTO OT/IejIa ITIO3BOHOYHUKA.

IlaToreHeTnueckoe JiedeHue 3a00eBaHUS Ha JAHHBIN
MOMEHT HaXOJIUTCA B CTAJUH Pa3pabOTKU.

HUctounuk: http://meduniver.com/Medical/genetika/axondroplazia.html MedUniver.
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Daniel Cormunication Design

,D,VIBAVIH, MAPKETUHIOBbIE N CTPATEIr MHECKWE PELLUEHUA, BPEHAWHI C HY/A
Beb-au3aliH, ynakoBKa, npe3eHTaums, 0¢popMieHne BbICTaBKM, GUPMEHHbIN CTUIIb, KaTanor, peknama.
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BE3 NPAHNLI

RareConnect -
3TO [IPOEKT, KOTO-
PbIVi IHLMVPOBaH
Esponevickon
opraHusauuen

10 PeaKUM
3ab0/1eBaHVSIM
(EURORDIS).
EURORDIS -
HenpaBUTe b~
CTBEHHOE He-
MpubbLIbHOE
obbeanHEHNE,
opraHu3saLusi
rnaymeHToB

Y OTAEIbHBIX JINL,
Lieslb KOTOPOU
COCTOUT B yJiy4LLe-
HUY Ka4ecTBa
JKV3HV €BPOMEN-
LieB, MEroLLuX
peakue 6os1e3HN.
B npoekTte
yyactByet 716 op-
raHvi3auu naym-
€HTOB 13 63 CcTpaH,
Wy cBbiLle 4 Teic.
peakux 3abose-
BaHuU

=y

No/03/AEKABPbB/2016

RareConnect.org — 510 rosioc 30 MJH
eBPOIIENIIEB, CTPAAAIONINX PEAKUMU 00JI€3HAMMU.
ITarueHTHI ¥ UX CEMBH MOT'YT O€3 TpaHMUI]

1 MPEMATCTBUM 00IIAThCS Ha BOCBMU SI3bIKAX.

U Teneps maTdopMa 3aroBOpHJia MO-pPyCcCKU

IMOBAJIbHOE COEQAVWHEHUWE NALIUEHTOB
BCEro MMPA
TCTaWBasi W0 BHEAPEHHUs €B-
POIIEHCKUX PETYJISTUBHBIX HOPM,
Pa3BUTHA KYypCOB JIEUEHUs, OT-
JIEJIBHBIX IPOTPAMM, CETEN HKCIIEPTHBIX
IIEHTPOB II0 PEAKUM 3a00JIeBaHUAM,
EURORDIS paspa6oran miardopmy
KaK MHTEPAKTUBHBIA MeXKTyHAPOTHBIN
CEPBUC TOAAEPKKU TAI[UEHTOB, CTpPa-
JIAFOIIHX PEAKUMU 3200 IEBAHU M.
IlepBonauasibHo RareConnect Hauas
paboTtaTh HaJa CO3IAHUEM COOOIIECTB
T10 OT/IEJIbHBIM PEeJIKUM 3a00IEBAHU M,
YTO II03BOJIAJIO OOJIBHBIM U YJI€HAM HX
ceMell uepe3 HHTEPHET CBI3BIBATHCS
C JPYTUMHU JIFOJIBMH B JIFOOOU TOYKE
3€MHOTO IIapa, CTPAAAIOIINMU TEM Ke
HepyroMm. Cefiuac nardopma Ipea-
cTaBiyisieT co00M OBICTPOPA3BUBAIOLLY-
I0CSI OHJIAMH-CETH COOOIIECTB, CIIJIOTAB-
IIIAXCsI BOKPYT PEIKUX 3a00JIEBAHUI.
CepBUC COENWHSET THICSYU OOJIBHBIX,
YJIEHOB MX CEMEH, a Tak:Ke o0bequHe-

RARECONNECT.ORG —
VHTEPAKTVIBHbLIV
MEXKOYHAPOOHBI CEPBIC
NOOLEPKKN TALIMEHTOB,
CTPALAOLLNX PEAKMIM
SABOJIEBARAMI

RARUS PEJIKME BOJIE3BHU B POCCUU

HUSI U OpraHuzaiuu nanueHToB. Jlrogsm RareConnect mpe-
JI0CTaBJIsAET Oe30IacHYI0 Iy1aTdhOpMy /171l OOIEeHUs 1 OOMeHa
JIMYHBIM OIBITOM ¥ 3HAHHUAMU, B TOM YHCJIE U Ha (OPyMe,
HUMEFOIIEM MOJIEPAITHIO.

OOG11ieHre YMEHBIIIAET Y MAIUEHTOB UyBCTBO U30JISIINH, KO-
TOpPOE y TAKUX OOJIBHBIX YaCTO MIPUCYTCTBYET. A CYIIECTBYIO-
mas Ha miaTopMe ycsryra 6ecIyIaTHOTO IepeBozia KBatnuu-
[UPOBAHHBIMHY TIEPEBOAUUKAMU J[AET BO3MOKHOCTh aKTHBHO
y4acTBOBAaTh B OOCY/IEHHH HA BOCHMH f3BIKAX — AHIVIMM-
CKOM, (PpaHI[y3CKOM, HEMEITKOM, MTAIbSHCKOM, HCIIAHCKOM,
MOPTYTaJIbCKOM, PYCCKOM U cepOckoxopBaTckom. Takum 06-
Pa30M, sI3bIKOBOM Oapbep HcUe3aeT, 1 00ecreunBaeTcs ooIe-
HIE MEX/IY JIIOTbMU BO BCEM MHPE.

Oco060 ToIe3eH CAUT AJIA MAIUEHTOB, KUBYIIUX B Me-
Hee Pa3BUTHIX CTPAHAX, IJI€ C TPYIOM MOXKHO MOJIyIUTh UH-
dopmarrio o ToM, Kak IPEOIOJIETH €3KETHEBHBIE TPYAHOCTH
JKU3HU ¢ 60J1e3HBI0. JIOCTYITHON TaKsKe CTAHOBUTCSA HHGOP-
MaIys 0 Kypcax JIEUeHUS U CYIIEeCTBYIONUX KIUHUIECKUX
MPOEKTaX, O IMAIMeHTaX, CTPAAAIOIINX YPE3BBIUANHO Pejl-
KUMH 3a00JI€eBAaHUSIMH, YHCJIO KOTOPHIX BO BCEM MHpE HE
MIPEBBIIIAET 200 YeJI0BEK U 0 KOTOPHIM MaJIO HH(MDOPMAI[UH.
KoHeuHO, 04eHb II0JIE3HO CBA3ATHCSI C IPYTHMH JIFOJIHMHU C Ta-
KUM peIUailiiiuM HEYTOM.

OGLLECTBA HA RARECONNECT

RareConnect corpyzHuuaer Gosee 4yeM ¢ 700 OObemuHe-
HUSIMHU MAI[UEHTOB BO BCEM MUPE, 3aHUMAIOIIUMUCS PeJi-
KUMU 3a00JIeBaHUSIMHA. DTO CTUMYJIUPYET OOIIEHUE B YIKE
CO3ZIaHHBIX U aKTUBHBIX 86 cOOOIIECTBAX, 3aHUMAIOIIUXCS
KaKMM-TO KOHKDETHBIM 3a00JIeBaHHEM HJIH T'PYIIOH pef-
KuX 3a00s1eBaHUH. [1anleHThI-9KCIEPTHI U WIEHBI UX CEMEH
MOZIEpUPYIOT 3TH COOOIIECTBA, U B TOM MM IIOMOTAIOT Me-
Hexepsl EURORDIS.

WWW.RARE-DISEASES.RU
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PECYPCbI
COOBLLEGTBA
RARECONNECT.ORG

NOUMMTE:
B 9TOM pasfene
MO>XHO paccka-
3aTb CBOIO NCTO-
PUIO O XXN3HU
C KOHKPETHbIM
penkum 3abo-
JNIEBaAHNEM UK
HanTW gpyrue
nctopun

BCTPETbTECD:

obLeHne

C opyrumu,

obmeH
OparoueHHbIM

onbITOM

Nno Ba>XHbIM
BoMnpocam

HAYYUTE:
6onbLue y3HaTb
0 CBOEM
3aboneBaHuu

YYACTHUKMN:
BCTYNUTb
B KOHTaKT
C nogbMu,
XXUBYLLMU
Henoganeky,
nonb3ysicb Npu
3TOM KapTomn
MecTopacnono-
>KEHUS y4aCTHU-
KOB coobLiecTBa

lnar¢popma faet
BO3MO>XHOCTb
HanagnuTb KOH-
TakT C Apyrumu
rnaymeHTCKUMm
opraHu3aymsiMu,
napTHepamu
1 0bMeHUBaTbLCS
OrbITOM

Ha/ILO OTMETHUTH, UYTO MEHE/I?KEPBI CO-
00IIIeCTB — HEPABHOZYIIHBIE JIFOIH.
OHU BJIOXHOBJIAIOT U IIPOJIBUTAIOT CBOE
obbeiMHEHNe, NOJJEePKUBAIOT MOJe-
paToOpOB-BOJIOHTEPOB, a Te, OyAydH Ha
CBA3U CO CBOUM COOOIIECTBOM, AAIOT
JIOCTOBEPHYIO U TOUHYI0 HH(POPMALHIO.

ANCKYCCHOHHDIE rPyNnbl
HosmectBom RareConnect ABiA0OT-
¢ JTUCKYCCUOHHBIE TPYIIIbI, KOTOPBIE
TIOMOTAIOT MAI[UEHTaM C PEIKUMU 3a-
60IeBaHUAMYI HAUTH «TOUKY BXO/Ia» —
MeCTO, T7Ie MOXKHO CBA3aThCA C APYTHUMU
nanveHTaMu. OcOOEHHO 3TO aKTyaIbHO
JULA JTI07ieH, KOTophIe ellle He ITPUCOei-
HUJIUCh K COOOINECTBY WJIM €CJIU 00h-
€IMHEHUS TI0 TAKOMY 3200JIEBAHUIO HE
CYIIECTBYET. 3/1€Ch OHU HAUYT JIIOAEH,
KOTOPBIE CTPA/IAIOT TEM KE HEAYTOM.

Kpome Toro, 1uCKyCCHOHHBIE I'PYTIIIBI
TIO3BOJIAIOT 33/1aBaTh BOIIPOCHI U yda-
CTBOBaTh B JIUCKYCCUSIX, B UAaCTHOCTHU
O TIPOBEIEHUM TE€HETHYECKUX TECTOB,
TEHHOU Tepanuu U CO3ZAaHUH COOoOIIe-
ctBa 1O OpgaHHBIM 3a00JI€BAaHUAM.
Pazgen Tak:ke II03BOJIAET JIEJIUTHCA
CBOUIM OIIBITOM pellleHusI HauboJiee Ja-
CTO BO3HUKAOIIUX ITPOOJIEM.

CepBUC «JUCKYCCHOHHBIE TPYIIITHI»
TIOSIBUJICA B 2015 TOAY, U CETOAHSA UX 00-
Jtee 100. OpraHU3anyu MMAIEHTOB B CO-
TpyaHUYecTBe ¢ rpynmnoi RareConnect
YYacTByeT B CO3/IaHHH COOOINECTB IO
KOHKPETHBIM 3a00JIEBAaHUAM.

CNELUANDBHDIE MEPONMPUATNA
Hawubosiee akTUBHASI TPYIIIIa MEHEKE-
poe RareConnect opranusyer BeOuHa-
pBI II0 CIIEITUAIBHBIM TeMaM, KOTOPBIE
WHTEPECHBI HE TOJIBKO OIIpe/ieIEHHBIM
TpyIIIaM, HO TaKKe U BCEM, KTO CBSI3aH
¢ penkumMu 3a00sieBaHUAMU. [J1aBHAS
11eJ1b OHJIAWH-CEMUHAPOB — YIIPOCTUTH
WHTETPALMIO TAI[HEHTOB B OOIIECTBO
WJTU TIPEICTABUTH JIOTUCTUKY J€HCTBUH.
HexoTopbie 13 TeM ObLIIN CBSI3aHBI C Op-
raHU3aIedl MEPONPUATUHA 10 Tpas-
HOBAaHUIO MEXK/IYHAPOAHOTO JIHS JJIA
KOHKDPETHOT'O peIKoro 3abosieBaHusd, ¢
co3manrieM B «TBUTTEpP» aKKayHTa JJIsd
5TOr0 3ab0JIeBaHUs, a TaKKe JIPYTUX
HAyYHBIX U COI[MAJIBHBIX HHCTPyMEH-
TOB, CJIY?KAIIUX JIyYIIeEMY TTOHIMAaHHIO
3abosieBannii. Tak, MHOTO HWHTEpeC-
HBIX Belllell MOXKHO HauTh Ha OJiore
RareConnect.

OMbIT 53 TPAHVLIIS S

ECJ IV OB bELVHEHVA

[0 SABOJIEBAHNIO, C KOTOPBIM

OBPATIIICAH HYEJIOBEK,
HE CYLLECTBYET,

TO OH TOJTYHYAT COBETHI,

KAKCTAKYIO TRYTITTY CO3LATE

MeHrepgxxep coobLyecTs
CaHpgpa lNasnoBu,
oTBevaroLyas 3a baskaH-
CKue cTpaHbl u Poccuto

o Bcem Bornpocam npocum
obpalyatbCs K rpynne
RareConnect.

KoHTaKTHble OaHHble:

n _blankteam@rareconnect.org,
blog.rareconnect.org,
twitter.com/rareconnect,
facebook.com/rareconnect,
instagram.com/rareconnect

0 no.e3eH cailm
nayueHmos,
JHcusywux 8 mMeHee
passumbvlx cmpaHax,
20e ¢ mMpyoom MOMHCHO
noayuums uHgopma-
UUIO 0 MOM, KAK Npeo-
do.iemb edxcedHe8Hble
mpyoHocmu 3#cu3Hu

c 00.1e3HbIO

KAK
NPUCOEANHUTLCA
K RARECONNECT

War 1
3apezucmpupo-
sambucs. 3asnexka
b6ydem paccmo-
mpeHa epynnotl

RareConnect

LWar 2
Cozdamb ceoil
npogunb

LWar 3
Haiimu Ha caitme
coobwecmaso no
uHmepecyowemy
3aboaesanui0

Lar 4
Ecau makoeo
coobwecmsa He

cywecmayem,
3aumu 8 uHmepe-
cyrowyto duckyc-
CUOHHYI0 2pynny

wau 3adamoy

HOBY10 OUCKYCCUID

IIpumeuanue
Opeanusayuu
nayueHmos
maxoce Mo2ym
omnpasums
3aa8KY
Ha pecucmpayuio.
Jlna Hux
cyuwecmasyem
omadeavbHasn

¢dopma

[RARUS|PEJIKIE BOJIE3HU B POCCUN
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Anna bopukosa
yOexxieHa,

YTO BCE XOPOIIIEE,
YTO CJIYUUJIOCH

B €€ KN3HH,
IIPOM30IILIO
6s1arozaps
TSI3KEJIOMY PEAKOMY
3a00JIeBaHUIO.
Ona Hay4yunJIach
IIPEBO3MOTaTh
60J1b, BEPUTb,
CMESIThCS, METD,
JIEYUTD, JTIOOUTH

RARUS PEJIKME BOJIESHU B POCCHUU

No/03/AEKABPbB/2016

a.tsiie —

€TCTBO U IOHOCTh AHHBI — 3TO KaOWHETHI Bpadvew,

0OJIPHUYHBIE TIAJIaThI, TUIIC IO MOSIC U 3aIax phiObe-

ro kupa... OHa roToBa OblyIa TepIEeTh O0JIb U JIOJITHE
«IIOCTEJIBHBIE PEKHMMBI», JUIIb ObI 9TO JaJI0 Pe3yJbTaT —
HOTH CTaJy IpsMee U Kpelue, a POJUTENH YBUIEIH, YTO
BCE XOK/IEHUS TI0 MyKaM He HaIlPacHBI.

BosmoxkHO, cam Bor mociain el, yxke 15-J€THeH, Bpaya,
KOTODPBIA 3HAJI, 9YTO KPOMe OOBITHOTO, AJTMMEHTAPHOTO pa-
XUTA €CTh ¥ HACJIEZICTBEHHBIH U OH JIeUnTCsA. AHHA Oy1aroga-
PHUT cyabs0y 3a 3Ty BCTPEUY, a ellle 0J1arogapuT CBOUX CUJIb-
HBIX U TepIeJuBbIX poauTesnei. U myxa... OHa BooO1e Ta-
KOH YeJIOBEK, KOTOPBIH 0JarofapeH BCEM MU BCEMY, JaKe
60J1e3HM, KOTOpas HOCUT Ha3BaHWe «runodocdaremMmuye-
CKUU paxuT». AHHA yBEPEHA: BCE XOPOIIlee ITPON30I1LIIO0 O1a-
roziaps BCTpeYe ¢ 3TOH Oe10i.

MEHS M0 NOAIC 3AKATAJIN B runc

-Mue 33 roza. U, xotst 60JIe3Hb cepbe3Hasi, S CTapaloCch Be-
CTH OOBIYHBIA 00pa3 KU3HU, 1a U 00CTOATEIHCTBA TAKOBBHI,
YTO MO-APYTOMY HEJIb35, HECMOTPSI Ha MHOTOUYHCJIEHHBIE
OCJIO>KHEHHUS.

[Tpo6eMbI cO 37J0POBBEM HAYaJIMCh, KOTZ|a Hadyajia XO-
JIUTh: HMOsiBUJIach medopmalius Hor — 6ykoBkou O. Bpauu
[TOCTaBUJIM OaHAJIBHBIN JUATHO3 «PaXUT». JIEUHIIN TaK, KaK
MOIJIM, — OOJIBIIMMH JI03aMU BUTaMUHA I, MUTPaTHBIMHU
cvecsmu. Kpome priObhero skupa 3allOMHUJIACH TIEUEeHb TPe-
CKU: MeHs IIPOCTO 3aKapMJinBaJIu er! Ceifuyac-To MOHATHO,
4TO 5TO OBLJT HEBEPHBIA BADUAHT TEPAIIHH, a 0OJIBIIOE KOJIH-
YeCTBO BUTAMUHA /IaBaJI0 HATPY3Ky Ha MOYKU M OHU 3a0u-
BaJINCh KaJIbI[HEM.

Koryia MCIIOJTHUIIOCH YeThIpe roga u gedopManus mpo-
rpeccupoBajia, Bpayu PEIIMJIN AeHCTBOBATh IIPU ITOMOIIN
JTAMHBIX TUICOBBIX MOBSI30K. 110 MOsC 3aKaTayid B THUIIC

Tenepk obe Horn
«YLLIN> BrPaBo,
TorAa Bpayv
Ha3sblBaJ 3TO
CUHOPOMOM
«qQyIoLLero BeTpa»,
HO, 4TO genatb

C 3TUM, HE 3Han

WWW.RARE-DISEASES.RU
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MHE TTOCHAC TJIMBMJTOCH TOTNACTE

K CMELINATIICTY, KOTOPLIV Y>KE

3HAT O CYLLIECTBOBAHWIA HACNEOCTBEHHOV
OOPMbI SABOJIEBAHVA. MOVIM AHTEJTOM
OKASAJICA XVPYPT-OPTONNEL

OAMUTP EBIFEHBEBIY SYBKOB>

U C TIOMOIIBIO KJIHUHBIIIKOB, KOTOPbIE BCTaBJISAJIUCH B pac-
MWJI TUIICA, UCIIPABJISJIN OCh HOT. Takoe jieueHue MPoJI0I-
JKaJIoch To7l. Horu BhIMpaBUJIM, BBIMUCAIU JAOMOW, CHOBA
HazHauwu ButamMuH /. /036 yBeIMUUBAIIA, TAK KAK, CYZ I
110 aHaJIM3aM, IIpernapar He ycBauBascsa opranusmom. Ko-
HEYHO, 3TO0 ycyrybJiso cocrosiuue. Ho oKTOpa, HE COMHE-
BasiCh B IUATHO3E, I€JIaJIU TO, UTO MOTIJIN. YBBI, B TE€ BpEM€eHa
Ipo HacJeACTBEHHBbIE GOPMBI paxuTa fjaxke B MockBe MaJjio
KTO 3HaJI.

3BE3[1bl CX0AATCA, U NPNXOAUT NOMOLLLb

o 11 net necpopmanuist Hor 0co60 He TPOSIBIISAIIACH, XOTS PO-
CcTOM s OblIa MEHbIIIE CBEPCTHUKOB. A TIOTOM KOCTU CHOBA
«TI0110J13J1 ». Tereps 00e HOTH «YIILJIN» BIPABO, TOT/A Bpa-
Y¥ HA3BIBAJIM 9TO CHH[POMOM «IYIOIIETO BETpPa», HO, YTO
Jles1aTh C 3THUM, He 3HaJIM. B 15 jleT MHe pemnim cnesarh
onepaIyo, KOpperupymIiyo 0CTEOTOMHUIO, TO €CTh IIPOCTO
HUCIIPaBUTH Och HOT. Tor/1a MHe U IO0CYaCTIIMBUIIOCH IIOTIACTh
K CIIEIMAJIUCTY, KOTOPBIN y?Ke 3HAJ O CyIeCTBOBAHUU Ha-
cJie/icTBEHHOU GopMbl 3aboseBanuss — runodocdaremMu-
YecKOM paxuTe. MOMM aHTesIoM OKas3ajyicsi XHpPYpr-opTo-
nen Omurtpuii EBrenpeBuu 3y6koB. OH MHE U MOCTaBUJI
NIPaBHUJIBHBIM IMArHO3 N0 OGHOXMMHYECKUM II0Ka3aTesIaM,
0CTaBaJIOCh MOATBEPAUTH 3Ty Bepcuio. Imutpuii Eprenne-
BUY IMOHUMAJI, YTO Omeparus OyZeT OecroJie3HOH, ecau
OMOXMMUYECKIE [TOKA3aTeT! KPOBH He Oy 1y T NPUOTUKEHBI

TPAEKTOPUSA Cv/1-6113 5

JOBPOE CJIOBO

MALMEHTA U BPAYA

AHHbI OPMKOBOW BCEM,
KTO CTOJIKHYNICA C TAXENION
BOJIE3HbIO

K HopMe. OT HEero poAuTeId U y3Ha-
JI, YTO MHE MOJKET IOMOYb JieKap-
CTBO, KOTOpOro HeT B Poccuu, HO OHO
ecTb 3a rpaHuIei — «Pegykro». Mama
¥ TIara y MeHsI MeIUKU, U OHU HAILIH
BBIXOJT — 0OPATHUJIUCh K APY3bsIM, OBIB-
UM KoJLJIeraM, paboTalonuM 3a rpa-
Huneid. Ham mepemasnu Torja mepBoe
JIEKapCTBO.

IMocie mpuema TabsetTok Qocdop
Hauasa «pactu». Korma mokazarenu
MIPUOIU3UINCH K HOpMe, MHE ClIeJIaIn
omepanuipo. CHauajia BBIIPAMUIN
OJIHY HOTY, uepe3 roj — apyryio. Heu-
JleaJIbHO, HO TI0 CPABHEHHUIO C TEM, UTO
6b110, — HEOO U 3eMuist. Celiuac BCIIO-
MHHAI0 TO BpeMsi... JJOKTOpP, KOTOPBIH
YTO-TO 3HAJI IIPO HACJIE/ICTBEHHBIH pa-
XUT, IPY3bs 3a TPAHUIIEHN, JIEKAPCTBO,
JI0OBITOE BCeMU IpaBJaMU U HEIpaB-
JlamMu... Bce 3Be3/1bI B TOT IO/ COIILITUCH
Ha HebOe, yToObI moMoub MHe! Tak ObI-
BaeT, HaJI0 BEPUTb.

NMPO®ECCHIO BbIEPAJIA
B BOJIbHUYHOWN NANATE
KoHeuHo, KaKJ0li JEBOUYKE B 15 JIET
XOoueTcsi HWMETh KpacuBble HOTH.

B 110/IpOCTKOBOM BO3pAcTe 3TO BaJKHO.
Hetu xectoku! flpkue ¢usmueckue
HEJIOCTATKU HE OCTAIOTCs He3aMeueH-
HBIMH, ITO3TOMY OBLIIA aTaKH C UX CTO-
POHBI, 2 MHE MPUXOAUJIOCH YUHUTHCS
IIPOTUBOCTOATh. HOo MMEHHO 3Ta CUTy-
anus MeHs 3akanuia. Jlo 3Toro s He
6bL1a usiepoM. Ternepb MOHSTHO, YTO
Te COOBITHS [TIOMOIJIM MHE CTaTh TEM,

[RARUS PE/IKUE BOJIE3HU B POCCUU
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To3apaBAsieM ©
AEHHEM M§

KeM ABJIAIOCH CerojiHs. XoTdA JieueHrne B OOJbHUIE 3aHSIIO0
OKOJIO JIBYX JIET, sl POZI0JI3Kasia yuyuthesi. K Ham, B BosbHU-
Iy UMeHU 3arelnHa, IPUXOAUIIN YUUTEIA U3 OIrKanIen
IIKOJIBI. MBI OBLIH JIEsKaYUMU OOJILHBIMY, K HAM HUUETO He
0CTaBaJIOCh JIeJIaTh, KAK YUTATh YUeOHUKHU. B utore s 6bL1a
aTTeCTOBaHA 10 BCEM IPeAMeTaM U YCIIesia BhITHCAThCs Ha-
KaHYyHe [MOCJIeTHET0 3BOHKA U BBIITYCKHOT0. ATO 51 TOJKE CUU-
Talo OOJIBIIIUM BE3EHUEM.

U eme 06 071HOM TIOZJapKe TPYAHBIX 00CTOATETHCTB MOEH
cynb0b1. IMeHHO B 60JIbHUIIE S TIOHS1JIa, HACKOJIBKO HYKHA s
¥ caMOOTBep:KeHHas mpodeccust — Bpau. [ozaHee s MocTy-
muia B Mez — HprHe 3T0 MI'TMY, MOCKOBCKUY rOCY/IapCTBEH-
HBIU MeUIUHCK U yHuBepcuTeT uM. Y. M. CeueHoBa, GbIB-

No/03/AEKABPbB/2016

«/fJokmop, kxomo-

Pblil WmMo-mo 3Han

npo Hac.redcmeeH-
Hbll paxum, OpYy3bva 3a
2panuueil, rexapcmaeo,
000bIMoe ecemu npasoa-
MU u Henpaesoamu... Bce
368e30bl 8 mom 200 co-
UWLAUCHL HA Hebe, UMmoobL
NOMoO4b MHe»

mui [lepBbI METUIMHCKUA WHCTHU-
TyT. f mpoAoIKUIA TUHACTHIO, CTAB
BPavYOM-3ITU/[EMHUOIOTOM.

CWIbHASl MAMA -

CYACT/INBASI MAMA

Y mens niBoe neteit. [lepBoiil pebeHOK,
Juma, pogusicst B 2010 TOAY U, K cUa-
cThi0, 00JIe3Hb He yHacsemoBasa. Ho
maagmud, Wies, BMecTe ¢ MoeH
X-XpOMOCOMOH yHAacJelIoBaJl U MOe
3abosieBanue. Ho uto xopomo? Eciau
OBI 51 HE 3HAJIA O CBOE O60JIe3HU, AyMa-
J1a 6B, YTO y HEro oObIYHBIHN paxut. Ho
0 OGMOXMMUYECKOMY aHAJIN3y KPOBU
MBI Cpa3y OIPEeJIeJINIIN, YTO Y ChIHA —
HacsencTBeHHass dopma. Curtyanus
yXyAIIUIACh, Koraa Vtioma BeTaa Ha
Horu. KocTu cTanmu «yesskarh» 110 TUILY
JIBYyCTODOHHETO Bapyca, KOrja CTyII-
HU pabOTaOT HENPABUJIBHO M HOXKKU
npuHuMaioT popmy 6ykBbI O.

U onsTh y HAC MPOUBOIILIO CUACTIU-
Boe crevyeHue obcTosATenbCcTB. Iloa-
pyra, Bpa4y-3HJOKPUHOJIOL,  /aja
KOHTAKThl CIEIUATIUCTOB DHIOKPU-
HOJIOTUYECKOTO HAy4YHOTO IE€HTpA.
CHavajsia s TPOKOHCYJIBTHPOBAJIACh
6e3 pebeHKa W cpasy IIOHsJIa, YTO
BpauM MeHsl [MOHUMaioT. Beapb Korja
B OOBIYHOU MOJIMKJIMHUKE TOBOPHUJIA,
4T0 y Moero pebeHka docdar-nuadber
(I'®P), Bpauu IepBHIM JI€JIOM CIPALIH-
BaJId: a KAKOH y HErO YPOBEHb caxapa
B KpoBH? TO eCTh OHU CJIBIIIAIHU TOJIb-
KO CJIOBO «auabeT», Bce OCTaJIbHOe
OBLJIO YEM-TO HEITOHSATHBIM.

Torzia MHE XOT€JIOCh XOTh OT KOTO-TO
yCJIBIIIATh: HE BOJIHYUTECH, s 3HAIO,
yTo AesaTh! Ho He ycibiliana, noToMy
YTO 110 OOJIBIIIOMY CUETY HACJIe/ICTBEH-
HBIA PaXHUT ellle I1JI0X0 u3y4eH. Ternepb

RARUSIPE/IKUE BOJIE3HU B POCCUU
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y Hac €eCThb BO3MOXKHOCTb KOHCYJIb-
tupoBaTbcsa y Kpuctunsl CepreeBHbI
KynukoBoli — Bpauya-sHAOKPUHOJIOTA
ATKB N° 9 um. I. H. Cnepanckoro.
VIMEHHO OHa C IIOMOIIBIO TeHEeTHUe-
CKOT'O TeCTa IePBO MOATBEPAMIIA THU-
arHo3 MHe U cbIHy. Torga g moaydmia
o(puIMaIbHO TMOATBEPKIAEHHBIN /Ha-
THO3, OJIUH Ha JIBOUX, — runodocda-
TEMUYECKUH PaxXuT.

KAX[bIH AEHL POBHO B YETbIPE YTPA
ChlHA HAYAJIU JIEYUTH, KOT/Ia eMY OBbLIO
uyTh OOJIbIIE YeThIpEX Mecsies. S 3a-
JIeficTBOBaJla y»K€ CBOW pPe3epBbI II0
3aKyIKe 3a TpaHUIEed HYKHOTO Ham
npemnapara. Hamina BapuaHTBI ero
pUOOpeTeHUsT M BBO3a, CeHyac 35TO
y3Ke He TaK CJI0KHO, KaK BO BpeM A Moe-
ro fetctBa. Ho Bce ke mpobsiemMa B ToM,
yTo B Poccum Takoro mpemapara HeT,
TaK KaK OH He BHECEH B peecTp JieKap-
CTBEHHBIX CPEZICTB. Pa3pernenHbli A5
BBO3a Ha Tepputopuio PO obbem mpe-
napara Ji KaX/Jj0ro KOHKPEeTHOrO Ia-
[IMeHTa OTPAaHUYEH 3aKOHOAATEJIHHO.
Ponutenu Ha CBOH cTpax Be3yT JieKap-
CTBO uUepe3 IpaHUILy, PUCKYA JIUIIUTh-
CA ero IIPU NPOXOXK/AEHUU TAMOXKHH.

Bpauu, 3Harmue He MOHACJBIIIKE
0 TPYAHOCTAX WPUOOPETEHUs, IIbI-
TaloTCss 000CHOBAaTh HEOOXOIMMOCTH
paspelileHus BBO3a Ipernapara B Poc-
CHIO IJIsI TAaKUX MAIEeHTOB, 00beau-
HUTH MAIIEHTOB B COOOIIECTBO, 00-
paruth BHUManue CMU Ha npobiiemy
AUArHOCTUKHU U jieueHus I'OP. fI ouens
OsaroslapHa UM 3a YCUJINSA U yIacTHe
B pellleHu U 3TOro Borpoca!

TPAEKTOPUS 011061137

PASPELLEHHBI /1A BBO3A HA TEPPATOPIO

PO ObbEM TMPEMNAPATA 1A KAXKLIOIMO
KOHKPETHOTI O HALUVEHTA OF PAHNYEH

BAKOHOOATENBHO. POONTESIA HA CBOW CTPAX
BESYT JIEKAPCTBO YEPES I PAHNLLY, PNCKYH

JIMLUNTBECA EMO TP TTPOXOXLAEHVI TAMOXKHW

IIporpecca /edopManu HOT y ChIHA YK/, TaK Kak Vibs
pacteT, Harpyska cTaHOBUTCA Oosbine. Ho yke BUIHO,
uTo nedopmanusa He OyIEeT TaKOW CHUJIBHOM, KaK KOT/Ia-TO
y MeHst. I mpubaBka B pocTe y ChbIHA rOpaszio OIyTHUMee.
Kaskiple moJirozia st KOHCYJIBTHPYIOCH ¢ pebernkoM B IIMTO
(LlenTpaysbHBIA  HAYYHO-WUCCJIEOBATEIBCKUH HHCTUTYT
TpaBMaTOJIOTUH U opToneauu. — Pes.) y mpodeccopa Jlrwo-
mmibl KoHcTaHTHMHOBHBI MuxaiioBoil. OHa moxBasuia
HaC, CKasaja, 4TO BCE JleJIaeM MPaBUJIbHO. /lasa pekomeH-
JIaIliU 10 OOIIEeyKPEIJISIOIEeMY Kypcey Maccaka, KOTOPbIH
HY’KHO JIeJIaTh KaXK/[ble TPU MECSIA, 110 JIe4eOHON HUBKYIb-
Type. Hama 3as1aua — paborarh Ha/| MBIIIIEYHBIM KOPCETOM,
YTOOBI HATPy3Ka Ha KOCTU YMEHbIAJIaCh.

B ob1mem, AuarHo3 /i HAC He cTaJ mpurosopom. /Jla, 3a-
OosieBaHUE TpeOyeT MHOTO pabOTHl M NMOHUMAHUS, B TOM
umcse u ot pebenka. Kaskapie yeTsipe yaca Wiibst IpUHU-
MaeT JIEKapCTBO, IpuueM 0e3 MepepblBa Ha HOUb: B IOJI-
HOYb, IOTOM B UeThIpe yTpa... Kaxkplil 1eHb MBI 3aBOAUM
OyAWJIBHUK U PAHO YTPOM BCTaeM, UTOOBI JIaTh TabJIETKY
cbIHY. TaKOB pexKuM.

HEY)XEJIN Tbl KO MHE?

Sl noHMMar0 COMHEHUS ¥ CTPaX¥U MOJIOJIbIX JIIO/IEN C CEphe3-
HBIMU 3200JIEBAaHUAMU IO TOBOJIy TOTO, YCTPOUTCS JIU HUX
JINYHAA KU3Hb. DBIJIO OTUasAHUEe U y MeHs, KOrZia B 15 JIeT
MIPUXOAUJIOCH IPATATh HOTU... HO BOT Y MeH eCTh MY3K, IBO€
CBIHOBEH, U f XOUY CKa3aTh BCEM MOJIOABIM JIIO/IAM, KOTOPbIE
IIOTIAJIN B TPYAHbIE OOCTOSTEILCTBA: CYACThE 3ABUCUT HE OT
BHEIITHOCTH, a OT TOT'O pe3epBa, KOTOPHI B HAC 3aJI03KEH.

KoneuHo, oueHb Ba)KHA MOAJEp:kKa poautesneid. Korma
y MeHS B IO/IPOCTKOBOM BO3pacTe ObLJIN CUJIBHEHIIIHNE IIe-
peKUBaHUA, KOT/A A BCe OCTPO BOCIPUHUMAJIa U My4YHUJIach
OT BOIIPOCOB «3a UTO MHE 3TO BCe, 3aUeM MEHS TaKyl0 pO-
auIu?!» — Tora MaMa C Iamod Myipo MeHs MO JIepKaJIu.
OHu ckazasu: 7ia, B 9TOM ThI He Jy4llle Bcex, HO Hal/u Ba-
pUAHT OBITH JIyYIIIEe B YEM-TO JPYTOM.

U s, crucHyB 3y085l, Io6nBasiack. C KpaCHBIM JIUIIJIOMOM
OKOHYMJIA My3BIKAJIBHYIO IIIKOJTY TI0 KJIacCcy «(OPTEITHaHO».
CaMOCTOsITEJIbHO OCBOMJIA THUTApy, OApJOBCKHE IMECHU.
U ckopo B cBOEH IIIKOJIe OKa3ajach B IleHTPe BHUMAaHU A, I10-
TOMY YTO CO MHOU OBIJIO BECEJIO U HHTEPECHO.

Moii 6ynymuit Mmysx JleHuC 3Haa 0 O0JIE3HH C CAMOTO Ha-
yasna. OH ¢ IOHUMaHUEM OTHecCA K JIMarHosy, He BOCIpHU-
HAJ ero Kak npenarcrsue. Hy a ¢ 60se3HbI0 MOel U ChIHA
pasbepemcs o6sa3aresnbHO! C TAKOM MOAIEPIKKOMH, KaK Y HAC,
JIPYTUX BapHAHTOB IIPOCTO HET!

TekcT: Jlapuca 3ennHckas
®oTo n3 im4Horo apxuBa AHHbI Bopukosou

3abonesaHye
TpebyeT MHOIro
paboTsbl

Y MOHUMaHWS,
B TOM yncne

M OT pebeHKa
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1eBoYKa C 201

robiMu

Maprapure 10 jieT. Ho ee :K1U3HB cTajia BeXOU B HICTOPUH TaKUX
O0JIBHBIX — OT HOJIHOT'O OTCYTCTBHUSA HAYYHOU MHPOPMAaIUU
710 1300peTeHus 3PPEeKTUBHOIO JIeKapCTBa

oeli fouke Maprapure 10 JeT. B 2008 roay eii ycraHo-

BUJIM JIMATHO3 «HACJIe/ICTBEHHAasA runodocdarasus»,
nHpanTUIBHAA Qopma. Ceropnsa B Poccuu ¢ Takum 3a-
GoJieBaHUEM He HACUUTHIBAETCA U JIECATKA NAllMeHTOB. Mapro
— eIMHCTBEHHBIN pebeHoK ¢ runodocdarasueil B AaTaiickom
Kpae, T7ie MBI )KUBEM, 1 OJTUH U3 CAMBIX B3POCJIBIX TAI[UEHTOB B
CTpaHe, a 3HAUUT, JI0Yb ellle U U3 CAMbIX «OIBITHBIX» B Poccuu.
Bose3Hb mposiBUiIach cpasy mocsie poxkeHus. I[lmoxas npu-
6aBKa B Bece, pOCTe, TOCTOSTHHBIE CPhITUBAHUA, HeBpasrus. [1o-
TOM CTaJI 3aMETHBI U3MEHEHM KOCTHO-MBIIIIEYHOH CHCTEMBI,
yBeJINYeHHEe pPa3MEPOB TOJIOBBI, peOepHble «UETKU», «HHUTH
JKeMUyTa», Pa3BepHyTasA TpyAHas KJIeTKa. AHAJIN3BI ITOKa3bI-
BaJIH OOJIBITION BBIOPOC COJIEl, HUBKYIO IIeJIOUHY0 pocdaTasy.

TpygHocTey 3a aTn
roabl Nepexxun
Hemarsio, Tem
b6osiee 4TO pacTuna
[Oo4Ky 6e3 Myxa...
Yro-To genana

1o uHepLum,

He 3aTpayviBasi

Ha 3TO AyLLUEeBHbIX
cui, — Harnpumep,

CBetniaHa cobuvparna JOKYMEH-
MAULLAJIbBHUKOBA, Thl, BO3U1a JOYKY
mama MaprapuTsbi, Ha rpoLeaypsl,

10 net maccaxxv

IlepBoii 3abusia TpeBory Bpau-optomen. OHa mocjajaa Hac
K HedpoJsory U reHeTHKY. Bckope MOCTaBWIIM JUATHO3 «pa-
xuT». [loroM OBLIO TIEpBOE cephbe3HOEe 00cCiieoBaHuE B AJ-
TaCKOM KpPaeBOM JAHATHOCTHUYECKOM IleHTpe. [JIaBHBIA He-
dposor l'asimHa MiBaHOBHA BhIXOAIIEBA, TOHUMAS, UTO CUTYa-
s HeCTaHAAPTHAS, PEJIOKIIa 0OPMHUTh HHBAJIU/THOCTD.
E# maske mpUIILIOCh YOEKIATh 3TO CIEJIaTh, IOTOMY UTO MEHSI
TMOHAYaJTy paHWJIa caMa KOHCTaTanus GakTa, YTo MO pebeHOK
— naBasuj. [asmHa MiBaHOBHA, criacubo e, HarmpaBuia Ha 00-
cnenoBanme B MockBy, B LleHTp 3/10poBbs eTel, uTo Ha JIomo-
HOCOBCKOM IIPOCIIEKTe, B Hepposioruueckoe otzesienne (LleHTp
3710pOBbsI ZieTelt MUHUCTEPCTBA 3/ipaBooxpaHenus PO. — Pex.).
Moo AI0MMOBOYKY MeCSI[ 00C/Ie0BaIN JIyUIlIe BPAYU TIO[
pykoBozcTBOM mpodeccopa Asekces Hukosaesuua I[bIiruHa.
B urore oH 6arogapsi CBOUM OOJIBIIIMM CBSA3AM B MEIHUITHHE
CMOT HaUTH CIIEIUAJINCTA, KOTOPHI JIET IATHA/IIATH Ha3a/ 1 Ha-
Outtozas TedeHre Takor GosiesHu. U Tosibko Gi1aropaps aTomMy
CTEUEHHUI0 00CTOATEIBCTB B 2008 TOY A0UEPU YTOUHUIIN AHa-
rHO3. CIIyCTs IIECTH JIET, B 2014 TOALY, OH IO TBEPIUJICS TeHEeTH-
YECKUM aHaJIN30M, IPOBEJIEHHBIM B MOCKBe, B DHIOKPUHOJIO-
TUYECKOM HAyYHOM LIEHTPE.

TO 1 YYBCTBOBAJIA, KOI7IAa Y3HAJIa O peZIKOM inarHose? Pac-
TEPSIHHOCTb. A CaMbIM TSKEJIbIM OBLIO TO, YTO BO BCEX
CIIPAaBOYHHUKAX, Ha BCEX MEAMIIMHCKUX CaWTax TOr/a,
a 5TOo OBLJIO IIECTh JIeT Haza/l, ObLJIO HAITKCAHO, UTO O0JIe3Hb HE
seuntcs. Bee miaHOBBIE 00C/I€I0BAHUSA B IOJINKINHUKE, 00JIb-
HUIIAX, OECKOHEUHbIE MTOXO/BI IT0 BpayaM, JOCTATOYHO MYYH-
TeJIbHBIE JJ1A I0UePH, HUUero He MEHSIH, BeJlb HAM He MOIJIN
Ha3HAUYUTD JIeUeHUe, a 3HAUYHUT, 1 IIOMOYb...
Bouio siu y MeHs oTuasiHue? Iloskastyi, JIMIb KOTAa B TO
y Mapro «IochImajrnch» HEAABHO IIpOpe3aBliuecs 3yObl. ITO
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OBLJIO TIEPBBIM KCIIBITAHMEM U IIIOKOM, BEJb HH sI, MOJIOJAS
MaMa, HA MOU POJUTEJIH, IPOKUBIINE [JINHHYIO KU3Hb, HU-
KOI7Ia O TAKOM Jjake He cJblasu! B pesysbraTe Mbl momnaau
K cromarosioram Kadepbl CTOMATOJIOTHU JIETCKOTO BO3PACTa
AJITafiCKOro rocyIapCTBEHHOrO MEIUIIMHCKOTO YHUBEPCUTETA,
KOTOPBIE U T10 CeH JIeHb BeyT Mapro, /ie1afoT MpoTe3bl, KOryia
3T0 HeoOxomuMo. I M oueHb OJ1arogapHa 3a moMornb. OHU HaM
y>Ke He TIOCTOPOHHUE JIIOIH, Beb I0YKa pOCJIa y HUX Ha rya3ax!

PYZAHOCTe! 32 3TH TO/bI IIEPEKUIIN HEMaJIOo, TeM OoJiee 9To

pactuia fiouky 6e3 My:ka. ITO ceiyac MOM 3a00THI pas-

JIEJTAJT JTIOOUMBIN MY>KUMHA, KOTOPbBIN YeThIpPe T0/ja Haza
CTaJI MOMM MY?KeM. A Torzia TpyHO 0bL10. YUTOo-TO Jiesiaja mo
WHEPINH, He 3aTPAYNBasi Ha 3TO JIYIIEBHBIX CHJI, — HAIIPHMeED,
cobrpaJia IOKyMeHTHI 17151 [TOJINKJINHUK, OPTaHOB COIMAIBHON
3AIIUTHI, METUKO-COIMAIBHON JKCIIEPTU3bI, BO3UJIA I0YKY Ha
IIPOLIE/LY PBI, MACCAKU. A OZTHOBPEMEHHO elnie paborasa. Criacu-
60, UTO MO¥ TUPEKTOP C IIOHUMAHUEM OTHOCHUJICS K CUTYAI[HU
U BCerzia I1ieJ1 HaBCTpeyy, IIOMOTraJl.

Cusibl MHe y1aeT cama Mapraputka. CTOUT TOJIBKO IIOCMO-
TPETh B e OTPOMHBIE TOJIyObIe I71a3a — CTAHOBUTCS JIETYE, 110-
SIBJIAETCS HA/IEK/1a, UTO Bee Oy/IET XOPOIIIO, UYTO HEe MOKeT OBbIThH
no-gpyromy! OHa Gosiblast yMHUIA, MOSI IOMOII[HUIIA, OYEHb
BeceJsias U MOABIKHAA JIeBOUKa. [J14/14 Ha Hee, He IIO[yMaelllb,
YTO 5TO PeOeHOK-UHBAIH/I. JI0YKa y HAC TepIeJINBasi, BRIHOCIIH-
Bas M OYEHb JKU3HEPaZIoCTHAsL. Bpauu yauBIIsAINCh, /1a U Cel-
yac yAUBIIAIOTCS, YTO OHA HUKOI/IA He JKayeTcss Ha 60JIN B KO-
CTAX U CyCTaBaXx, KOTOPHIe OBIBAIOT ITPH 3TOM O0J1e3HU. B mkoste
YUUTCSA OTJINYHO, MHOTO IUTIJIOMOB, I'paMoT. EcTb 1aske Memann
32 y4yacTue B CHOPTUBHBIX COCTA3aHUAX. bosblie Bcero Mapro
paccTpouiiach, Korzia HeIaBHO Bpad-OpTOIle/l IOIIPOCHUII ee He
IIPBITaTh, HE HATPYKaTh HOTH, YTOOBI iehopMaIius He [porpec-

Cwunbl gaet cama
MaprapuTka.
CTOUT TOJIbKO
MOCMOTPETh

B €e OrpOMHbIe
rosny6sbie rnasa —
CTaHOBUTCS f1er-
4ye, NMosiB/ISIETCS
Hagexnaa

Bbir1o v y meHs
oT4yasHue?
lNoxxany, nnwb
Korga B rog

y Mapro
«rochkinasancb»

He[aBHO
rpopesaBLunecsi
3y6bl. 370 66110
nepBbIM UCTIbITa-
HWEM U LLIOKOM

Moro grovimoBoy-
Ky Mecsiy obcrie-
JoBasn sydLume
Bpayu rnoj pyko-
BOACTBOM pO-
¢geccopa Anek-
cesi Hukonaesuya
UpbiruHa. B utore
OH 6narogapsi
CBOVIM B6OJIbLLVIM
CBSI35IM B Meau-
UMHe CMor HauTn
crneynanicTa

TPAEKTOPUA Cv[1-55130

CHPOBaJIa, He OBbLJIO I1epesIoMOB... O0bsc-
HsIeM, UTO BCE OTPAaHUYeHUs — paju Oy-
JIYILETO, PA/IH €€ KPACOTHI U 37I0POBBAL.

C uroHa Maprapure cTtajii BBOAUTH
HOBOE JIEKAPCTBO, IIOKAa He 3aperucTpu-
poBanHoe B Poccum. Ero nHasHauwia
BpaY-5H/I0KPUHOJIOT SHJOKPUHOJIO-
TUYECKOTO HAy4YHOro IieHTpa Harampsa
I0OpbreBna Kannnuenko. OHO 10porocTo-
sittee. TTosryunsiu Mbl ero 6J1aroziapsi ak-
TuBHCTaM U3 Beepoccuiickoro obiecTsa
opdanHbIx 3a0601eBaHmi. Tam paboTaoT
HEeOOBIKHOBEHHO UYTKHE U BHUMATEJIb-
Hble JIIoAu. VIMEeHHO OHU TIOMOTJTH I0PH-
JIUYECKd TPaMOTHO OGQOPMHUTH JOKY-
MEHTBI /1711 KPaeBOro 37IpaBOOXPAHEHU
Ha roJyiyueHue yiekapcrsa. Ceifuac nosry-
yaeM ero Kak TYMaHUTapHYIO HOMOIIlb.
OueHb K/JIeM perucTpalnuu 3TOro Ipe-
napara B Poccun, Beib ¢ 3TOro MOMeHTa
MHOKECTBO TIPOOJIEM OTIAJIET, 3aKyII-
KO JTIOJI?KHO Oy/IeT 3aHUMAaThCsI KPAaeBOe
MUHHUCTEPCTBO 3/IPaBOOXPAHEHU .

effyac HACTPOEHHUE Yy HAC yKe CO-
BEPILIEHHO J[Pyroe, YeM DaHbIIIE,
[MOTOMY YTO 3HaeM, 4To 3a 00-
JIe3Hb, IMeeM UETKHE OPUEHTHUPBHI 110 ee
JIEYEHUIO U, IVIaBHOE, TIOMOITHUKOB. Ha
MOUX IVIa3aX 3a TO BPEMS, UTO MbI y3HA-
Jiv 0 3a00JIEBaHNH, yUEHbIE COBEPIIIIIN
MIPOPHIB B U3yueHUu runodocdarasuu.
CeropHsi y2xe MHOTO HH(OPMAIUH, poc-
CUICKHUE BpAauM YYaCTBYIOT B MeK/[yHa-
POJTHBIX HAYUYHBIX MEPOMPHUATUSX IIO
peaxuM 3a00JIeBaHUSAM, W TAIMEHTHI
UMEIT BO3MOXKHOCTH OOMEHUBATHCS
nadopmanuei. Korma ™Mbl ¢ 10YKOH
Bo3BpariaeMmcsi B bapHays mocie 1mia-
HOBOTO 006cyietoBanwst B MockBe, Bpauu
BCTpPEYAIOT Hac Bompocamu: «Paccka-
3bIBAWTE, YTO B MUPE HOBOTO?»
Koneuno, oueHb HaAEIOCh, UTO OTEUE-
CTBeHHasl HayKa He Oy/IeT CTOSTh HA Me-
CTe 1 CKOPO TIOSIBSITCST HOBBIE JIEKAPCTBA,
HOBbIE METOZIbl JIMAaTHOCTUKHU U Jiede-
HUS PeAKUX 3a00JIeBaHUHA. DTO OTPOM-
HOE CYaCThe JIJIS1 BCEX POIUTEJIEN eTel
¢ opdaHHBIME 3a00JIEBAHUSAMHU, KOTAA
WX MaJIbIIIIaMK HAYUHAIOT 3aHUMAThCSL.
Ho Ha/i0 HOHNMATB U TO, YTO HAIIIH JIETH
pacTyT M Korja-To OyZyT COBEpIIEHHO-
serHuMHE. He x0Tes10¢h ObI, YTOOBI 1TOCTIE
18 JIET OHU OCTAJIUCh OFWH Ha OIHMH CO
cBouMH Tpobstemamu. Hajieroch, 9To ro-
CYZapCTBO BCKOPE HAWIET BO3MOXKHOCTD
IIOMOTaTh U B3POCJIBIM JIIOSIM C DPEJi-
KUMU OOJIE3HAMHU.
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HO HE

Bt

AXOHAPONNA3NA -
2eHemueckoe
3abonesanue,
Komopoe nepe-
daemcs no Ha-

caedcmsy. Imo

domMuHaHmMHwlil

NPU3HAK, U ecau

KMo-mo u3
npedkxos 6oaen,
mo y podumenell
60151020 pe-
beHKa 004CcHDbL
6bImb Xapax-
mepHble npu-
3Haxu

4O 1 1-25<0P/ cyObBbl

ManaeHbkue,
CIIOMITEHHBIE

O npobsiemax ceMel C IeThbMU, OOJIBHBIMU
aXOHIPOILJIa3uel, KOTOPbIE OUEHD KT
HOBOE JIEKAPCTBO U HAJEIOTCS JOTAHYTHCS
710 TIOMOIITH

Mama Hukntbi
Hartanbs
BenbmuckuHa
cTasia akTUBHbIM
4y1eHom Accouun-
aywm pogutenen
aeteu, 60s1bHbIX

Cama accouyma-
yums BoLusa

BO Bcepoccuii-
CcKoe 06LecTBO
opaHHbIX
3ab0/1eBaHNN.
Bwmecte pogu-
TesISIM Jierde
rPOTUBOCTOSITh
Henerkomy
3abosieBaHVO
UX JII0O6UMbIX
neren

«dmo Hawt peode-

HOK, /100UM Mbl

€20 He 3a KOHEeYHO-
cmu, He 3a pa3mep 2010-
6bl. A npocmo nomomy,
YUMo 3Mo Hawt pedGeHOoK
u amo ueaogex. H mut
00.HCHBL eMY NOMOUDLY

axoHpapornaasven.
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KO C ero POXKJeHHEM CBS3BIBAJIN HAAEXK/, IJIAHOB!.

Bce pyxHyJ10 B OlHOUAChe. [[MarHO3 «aXOH/IPOILTIA3U»
HaBCer/ia UI3MEHUJI »KU3Hb ceMbu. Ho MoJsiofas Mama He 1oj-
JlaJIach OTYASTHHUIO.

H UKHTa 11 Hatarbu — ToJIroXK IaHHbIH pebeHOK. CKOJTb-

«MOW PEBEHOK — KAPJIMK?!»

IlepBasi 6epeMeHHOCTh 3aKOHYUJIACh Hey/lauHo. Ho moTom
MBI BCE-TAKU PEIIUIN OCYIIECTBUTH CBOIO MEUTY — IO/ Ha-
OJII0/IeHHEM Bpauel, MOJTHOCThIO IPOBETU OOCIJIe/IOBAHMUSA.
Huxkwura posnuics Ha 34-1 Hesiesie 6epEMEHHOCTH, HEJIOHO-
meHHbIA. [IpekieBpeMeHHbIe PO/Ibl ObLJIM BBHI3BAHBI TEM,
YTO BpAuYM 3amO03PHJINA: YTO-TO UJIET HE TaK. BHyTpumy-
TpoOHO 110 Y3! He MOIJIN OIIPE/IETUTh TOUHBIH BO3PACT: T'O-
JIOBa — Ha OIUH CPOK, KOHEYHOCTH — HA JPYTOH.

Korzia pebeHOK pOAUIICs, MBI YaCTHBIM 00pa30M IMpUTia-
CUJIH TeHeTHKA U3 [OpO/ICKOM 1eTCKON KITUHIYECKOH 60JIb-
"Hunbl N2 13 um. H. ®. ®usatoBa. OH cpa3y mmocTaBuJ JU-
arHO3 «aXOHJPOIJIa3Usi» U AaKKypaTHO 00O3HAYMJI: MOJI,
€CTh TaKUe HeCTaHJapTHbBIE JIIOAU U, BEPOSITHO, BBl TaKHUX
BHUJIEJIN... B IpUMep MPUBEJ IBYX ITOMOIITHUKOB BEIYIIETO
dpannysckoro Tesenpoekta «®opt banuapzy...

Moeii nepBo¥i peakuue 661 MOK: «Moi peGeHOK — Kap-
auk?!» My TOXe He cpa3y IOBEpHJI, Belb 9TO I'eHeTHuue-
ckoe 3a0osieBanue. Cobpajiv pOZICTBEHHUKOB, HO HUKTO HHU-
yero nozobHoro He 3HaJI. [TOAKIIOYUINCH APY3bsi, 3HAKO-
MBblI€e, IEPEPBLIU Kyuy UHGOPMAIUH B UHTEpHETE. [loaH AN
JIpy3€el 3a TPaHUINEH — OHU CTAJIU BBIACHATD, JEUUTCS JIN
3TO 3a00JIeBaHUE, KAK C HUM KUTbh, KAKHUE [TOCJIE/ICTBUAL. .

IlepBble TpU-YETHIPE MeCsI[a, HECMOTPSI HA HEJOHOIIEH-
HOCTh, HUKUTKA pOC U DPa3BUBAJICA TaK, KaK OOBIYHBIN
pebeHok. MBI 60JIblllE MYUYHMJIUCh MODPAJIbHO: OBLIO UyB-
CTBO BHUHBI, IyMaJ, CMOXKEM JIH CIPABUTHLCA C TPYIHO-
cTAMU. Pa3pymmiince Bce JUUHBIE TIJIAHBL. BOIpocoB 66110
60JIBIIIE, YEM OTBETOB: HE 3HAJIH, KaK OyAeT Teneps ¢ pabo-
TOMU, KaK pe0eHKa aJalITHPOBATh K CPEZIE, B KOTOPOH OH OY-
JIET PACTH U JKUTh, BEb K CEMU MeCsIaM s yKe caMa BH-
Jlesia, uTo MoU pebeHOK (GU3MYECKU PAa3BUBAETCs HE TaK,

RARUSI PEIKUE BOJIE3HU B POCCUK
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Mbi ¢ cbiHOM
roroBopun

Ha paBHbIX

W NPeanoXuIn
eMy Tpy BapuaH-
Ta: Thl MOXKELLIb
y4nTBCS JOMA,

K Tebe 6yayT npu-
XOAUTL YHUTESIS,
MOXKELLIb y4UTBCS
B 06bIYHOW LLIKO-
J1e, a MOXKelllb

B LLIKOJTE, rAe AeTu
¢ 0cOb6eHHOCTSI-
mu. Ha 4to

OH Cripocu/i:

«A C KaKVMn?»

%
nayneHToB
C pegkumm
3a60/1eBaHUSIMU
UCIbITbIBAIOT
OTYYXIEHHOCTb,
cTpecc,
n3onsaymio,
Aenpeccuto

Kak poBecHUKHU. OUeHb YKPYITHUJIACH T'0JIOBA, KOHEUYHOCTH
He BBITATUBAJIUCH. POCT I11€J1 B OCHOBHOM 3a CYET TYJIOBHIIA.
B IINTO (IleHTpabHBIN HAyYHO-UCCIEAOBATETHCKUNA UH-
CTUTYT TpaBmarosioruu u opromenuu um. H. H. Ilpuo-
poBa. — Pej1.) HaM HOATBEpPAMIIN MATHO3 U CKA3aJIH, YTO
CYIIECTBYET TOJIBKO XUPYPrudeckoe jieueHue, HO OCYIIeCT-
BJISETCS OHO IPHUMEPHO B 10—11 JIET, a IIOKa, MOJI, >KUBUTE,
pacTuTe, COIUaIU3UPyHTECH.

BOKAJIbHAAI TEPANNA

M5l ¢ My2keM cka3ayuu cebe: 3TO Hall peGeHOK, JII0OUM MBI
€ro He 32 KOHEYHOCTH, He 32 pa3Mep TOJIOBBI, & IOTOMY, UTO
HAlll, ¥ MBI JIOJI’KHBI €My ITOMOYb. Hamu posutesiy HposiBU-
Ju cebs HaurydmuM o6pa3oM — Takas y HUX Obljla OrpoM-
Has JII000Bb U HEXKHOCTD K BHYKY.

A craya ucKaTh Iy TH, KaK CbIHA COIIUAIU3UPOBATH, YTOOBI
OH Mor obmarses ¢ joabMu. IlycTs syulne pacTeT B 5TOM
o0IiecTBe, HECMOTPSI HAa KOChle B3IVIS/IBI U BOIIPOCHI, YeM
CUJIUT B UETHIPEX CTEHAX U HE PEaIu3yeTcs.

B z1Ba c OJIOBUHOU roZja MBI OTZAJIN €r0 B XOPOBYIO CTY-
nuio. IToBessto ¢ mefaroroM: 9ta 3aMevaTesIbHAA JKEHIIIHA
IIpOCTO B3:J1a pebeHKa U cKasajsa, 4To /JIA Hee OH KakK Bce
obOprunble fieTH. 1 BOT, ellle TOJIKOM He Hay4YHBIINUCH FOBO-
pUTH, OH HAvaJ MeTh, YYACTBOBAJ BO BCEX BBICTYIJICHUSX.
A psAZi cTpOUJICA IO HEMY: OH B IIEHTPE, & OCTaIbHBIE OT HETO
Bce 1o pocty. Hukura kw1, poc, obmascs, u Bposie Obl Bce
XOPOIIIO.

B Tpu ¢ 0JI0OBUHOH rozfa eMy Hazio OBLJIO UATH B IeTCA.
Mps! BbIOpanu oproneandeckuil. Bee mo GsaronosydHo:
CO CTOPOHBI BOCITUTATEJIEH, JIETEH U UX POAUTEIIEN I1JIOXOTO
HUKOI/Ia B HAIIl a/IpeC He CJIBIIIAIU, U PEOEHOK IIOUyBCTBO-
BaJI YBEPEHHOCTb.

LUKOJIA XXWU3HMW, A HE BbIXXNBAHUA
Ciepyromiuii aTan — mkosa. O6pIYHASA IKOJIA HAC HECKOIb-
KO IIyraJja, [yMaJiu BbIOpaTh KaKOU-TO IPyToH myTh. S Ha-
IIJla LEHTP IICUXO0JIOTO-COIMAJIbHON aJalTaluu JIeTel
JIOIIKOJIBHOTO Bo3pacTta. Ham mpezocTaBuiu Joromesna,
[ICUXHATpa, HeBpoJora, fedekTosora, KOTopble beceroBa-
JIM O MHOH, peOeHKOM, IIPOBEJIN TECTHPOBAHNE ¥ OYEeHb I10-
MomTH B BeIOGope. Ham ckaszasu, 4To peGeHOK afjallTUBHBIN
¥ IIPY HOPMAaJIbHOM OTHOIIIEHUU PAaCKPOETCs, ITPOSBUTCA U
OyZleT yUUTHCS HE Xy2Ke OCTAJIbHBIX B 0OBIYHOM KJacce. Mbl
C CBIHOM ITOTOBOPHJIH U IIPEJIJIOKIJIN €My CaMOMY BbIOpaTh
BApUAHT: THI MOXKEIIb YYUTHCA J0MA C IPUXOAANTUMU IIe-
JlaroraMy MJIM B OOBIYHOH IIKOJIE, HJIU B IIIKOJIE, I/le HaX0-
JATCA JIeTU ¢ ocobeHHOCTAMU. Ha 4To OH cripocuit: «A ¢ Ka-
kuMu?» To ecTh aOCOJIIOTHO HE OCO3HABASA, YTO y HETO €CTh
KaKne-TO 0COOEHHOCTH, KOTOpbIe MOTYT €T0 B 3Ty IIKOJIY
IIpUBeCTH... 1 cam BbIOpaJI OOLIYIO IKOJTY.

CerofHsa MBI y2Ke B TPeTbeM KJiacce, U 51 HU HA CEKYHY
He 1oxaJsesia o Beibope. Kiace ApyXHBIH, AeTH NPUHAIN

TAM, TE OBbIMHOMY PEBEHKY HY)XKHO CLEJIATH
OLHO OBVIKEHVME, BOJIBHOMY - TP-HYETBIPE,
B TOM Y/ICJIE HOTAMW, PYKAMI

TPAEKTOPUS O/ 161141

AOBPOE CJIOBO

HATAJIbW, MAMbI HAKWTDI, —
APYIAM POANTENAMU

pebeHKa, U YYUTEJIb OTHOCUTCS XO-
poIlo, KaK K OCTaJIbHBIM, HEB3Upas
Ha ocobeHHOCTH. [TombITaTHCh TOTIPO-
CUTh OKa3blBaTh HUKHTe KaKy-TO
TIO/I/IEPXKKY, HO IIelaror cKasasa, 9To
He Oy/ieT /eaTh Pa3HUIBI MEXIY
JIEThMU, W MBI yBUJIUM, UYTO TaK
sgyumne. VI 1eicTBUTEIBHO, OHAMK/IbI
mmpowu3oliesi 3a6aBHBIH cydai. [ mpo-
cuJia cesaTh B rappepobe /i HEro
Kprouku mnoHuxke. Crenanu... A of-
HOKJIACCHUKHU TOBOPAT: «Y HUKUTHI
yioOHee, c/ieyiaiiTe HAM BCEM TaK JKe».

Yyures Xopolo, OYeHb aKTUBHBIH.
fI-To KaK MaMa ITOHMMAaJia MIPOUCXOXK-
JIeHHEe 3TOM THUIEPAKTUBHOCTH, BEZb
TaM, r7e oObIYHOMY peOeHKY HYKHO
c/esiaTh OHO JIBUJKEHHE, HAM — TPH-
veTbIpe... VI KaxkeTcs, 4TO OH IIebyT-
HOH, MaJIeHbKHUH, a 3aloJHseT cob0oi
BCE IIPOCTPAHCTBO.

Beutu B mikosie mpobJsieMBI C pe-
O6aramu? Jla, ciIydasuch HENpHUAT-
Hble MOMEHTBHI C IIOJIPOCTKAMH U3
5—7-X KJiaccoB. [Ipuxouaoch ¢ yuu-
TeseM Oece/ioBaTh, ¢ yuyeHUKamMu. Ho
9TO pefkue ciaydau. CbIH — CUJIbHBIN
MaJIbYMK. Buzes, kak A paccrpauBa-
10Ch, U, IyMalo, He BCe PAacCKa3bIBaJL.
XoTs y Hac ecThb JIOTOBOPEHHOCTb: /13,
s1 IOHUMAI0, YTO Thl MY?KYMHA U CUU-
Taellb, YTO CaM CIPABHIILCA C TPYA-
HBIMU MOMEHTaMHU, HO JlaBal IIpH ce-
PBE3HOH CUTyaIluM POJUTEJEH BBO-
JIUTh B KypC /iesia, IOTOMY 4YTO He
BCer/ia Jla’ke B3POCJIBIA YeJIOBEK MO-
JKEeT CIIPaBUTHCS CO CBOMMH IpobJie-
mamu!

BUTBbI 3A UHBAJINAHOCTb

Ecyiz roBOpPUTH 0 mpobseMax, TO fe-
TAM C HAIIUM JIMarHO30M TPYZHO
MOJIy4YUTh UHBaJUAHOCTb. OTKa3 MO-
THUBUPYIOT TE€M, UTO «BAIIU K€ JIETH

[RARUS PE/JIKUE BOJIE3HU B POCCUU
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PEABTIATALLA STVX OETEM BES
MHBAJIMIHOCT B MPUHLMMIE HEBOSMOXKHA.,
OTO KAYECTBEHHBIN KBANDLIMPOBAHHBLI
MACCAXK, I AENATE EFO MOXKET TOSIBKO
CHELIANINCT, KOTOPBIV PASBVPAETCH

B OTPOEHUM CKEJIETA TAKUX OETEV

Aa

BAPYC - deghop-
Mmayus, Komo-
pas evi3vieaem
cmeueHue 80-
B8HYMPb CINONBL
UAU KUCmu pyxK.
Bapyc HuoxcHux
KOHeuHocmell
npugooum x ms-
Jicenoll namo-
J2102UU ONOPHO-
dsu2amenbHo20
annapama

noc.ae

/IUHe-

HUA» 3aHOB0
yuamecs xo-
Jumw, éaa-
demb ceoum
meaom, ceo-
umu napa-
mempamu.
Imo

msoiceno

JKUBYT, XO/SIT B IETCA/I, IIIKOJIY, TOJBKO OCOOEHHOCTD ¥ HUX
takas». [loueMy-To He BUAAT PpobJIeM HALIUX JieTel!

VY meHst TMYHO ObLI CIydual, KOr/ila Mbl IPUIILINA Ha BTO-
pO€e OCBU/IETETLCTBOBAHUE, KOTOPOE KACaJI0Ch CTEIEHU Ca-
MoobcyskuBanusi. Bpauu MC3 (60po MeIHKO-COIHaJIb-
HOH 3KCIepTH3bl. — Pej.) MoCTaBUIM JAOCTATOYHO OJIM3KO
K Kpalo CTaKaH C BOJIOW U TOBOPSAT JIBYXJIETHEMY MAJIbIIILY:
«/loctaeb». Mot pebeHOK, Oyilydn IIyCTPBIM B cOOOpasu-
TEJIBHBIM, HAIIIeJI CTYJIBYUK, IOJIBUHYJI €0, 3aJIe3, T0CTa
3TOT CTaKaH U momui. TakuM JKe MyTeM CJie3, MOCTABHUJII
CTYJIBYUK Ha MecTo. I MHe cka3aJiu: y Bac pebeHOK CIIoco-
6eH K caM000CITy>KUBAHUIO... TO eCTh He Bce IOHUMAIOT, YTO
HAIIUM JETAM i1 0JIaTOMOJIyYHOTO UCXO/a JII000ro et -
CTBUS HY?KHO KaKOe-TO Be3eHHe, MOMOIIb, CKaskeM UTOObI
MpeJ/IMET OKA3aJICs PSIOM U UTOOBI OH OBbLT HE CJIMIIIKOM TSI-
JKeJIBIH.

K Tomy xe netu — pasHble. ECTh Takue, KTO eJjie IepeiBU-
raercsa. ECTh Te, KTO B KOpceTax, — HU HAKJIOHUTHCSA, HU
MMOIBUHYTHCSI TOJIKOM HE MOTYT, IIOTOMY YTO OcJiabeBaet
MMO3BOHOYHUK. V1 ¢ BO3PACTOM TOTO, UTO YCJIOKHSIET JKU3Hb,
CTaHOBUTCA Bee OoJIbIe. A ObIBAET U TaK, KOT/A C IIOMOIIBIO
orepanuy JeTedl «yAJINHAIOT», 1 OHU MPUXOJIAT B amapa-
tTax. IM Ha KOMHCCHH TOBOPAT, YTO MHBAJIUHOCTH Oy/ieT
CHsATa — MOJI, pe0EHOK JOCTUT TMapaMeTpPOB, MPUOIHKEH-
HBIX K POBECHUKAM. A 4TO IpobsieMa He ynuia u peGeHOK
rocJie orepanuu He Oy/IeT pacTH, a 3HAYUT, CHOBA IepecTa-
HET COOTBETCTBOBATh HOPMaM, 3TOTO Kak OYyZTO HHUKTO He
3HaeT.

He roBopst y:ke 0 TOM, YTO CTaTyC WHBAJINJIa HYKEH,
YTOOBI JIEYUTHCS, IPOXOAUTH peabuuranuio. U crienuasiu-
CTHI HE MOTYT 06 3TOM He 3HATh! A peabUIMTAIMIO HAIIN
JIETH JIOJIKHBI IPOXO/IUTH /[BA Pa3a B rojl. ITO KBaTU(PHUIIH-
POBAHHBIN Maccaxk, ZieJ1aTh KOTOPBIH MOXKET TOJIBKO CIIEIH-
QJIUCT, pa30UPAIOIIUICS B CTPOEHUY CKeJIeTa TAKUX JIETOK,
IIOTOMY YTO €CJI IIPOU30HET KAKOE-TO CMeIeHUE T03BOH-
KOB, TO II03BOHOYHUK MOJXKET II€PECTaTh BBHIIOJIHATH CBOIO
dyuknuio. Ci0BOM, WHBaJIUHOCTH IIO3BOJISET PEIIaTh
MHOTHE IIPOOJIEMBL.

YAJNWHEHNE HE NAHALESA

EcTb omnpenie/ieHHbIE METOAUKY JIeUeHUsT 3400/ IeBaHUS XU-
pyprudeckum myteM. Ceifuac aske ¢ TpEXJIETHETO BO3pacTa
onepupyioT. Ho aT0 /iestaeTcs GOJIbIlle HE CTOJIBKO U3 Me-
JUITHCKUX TTOKa3aHUN, CKOJIBKO 10 JKEJIAHUIO POJUTEIIEH.
B /1eicTBUTEIPHOCTY MTOKA3aHUS JIJISI OIepPaIiiil HMEIOTCS,
HO ZpyTHe, He [JIs yAJuHeHus. J[eJo B TOM, 4YTO ¥ TaKHUX
JieTell UMeeTCsI CTEHO3 IIEHHOI0 U ITOSCHUYHOIO II03BOHOY-
HBIX OT/IEJIOB. A OT HEMPaBUJIPHOTO CTPOEHUs MMO3BOHKOB

No/03/AEKABPbB/2016

«IHouemy-mo uu-

HOBHUKU OM me-

JUUUHBL He sUdaAM
npooéaem Hawux demeil,
a Momueupylom mem,
umo “demu xcusym ice,
MOABLKO 0COOEeHHOCTH
Y HUX, HY a 1e20 cmpawt-
HO020?”»

MPOUCXOJIUT Cy)KEHUE HEPBOB, Ka-
HaJI0B. I BOT Bpauyu CTaBAT IIYHTHI,
YTOOBI JKUTKOCTh U3 T'OJIOBBI OTKAUH-
Basiach. [Ipu TakMX MOKa3aHUAX OIle-
panuu IeHcTBUTEILHO HEOOXOTUMBI.

Yto KacaeTcs yJJIMHEHUS, TO CJIOK-
HbIE OIEPAIUH JAIOT B COBOKYITHOCTHU
HeOOJIBIITYI0 TPUOABKY K POCTY — 15—
18 cM, IpUYEM 3TO OUYEHb CJIOKHBIE
OIEpaINH, TIOCJIE KOTOPBIX JETH IPAK-
THYECKH 3aHOBO yYaTCA XOAUTH, BJIa-
JIeTh CBOUM TesioM. Hy»KHBI JIU TaKue
MyYeHUsI?

JIEKAPCTBO, KOTOPOI'0 OYEHb XAYT
K coxasieHuio, MeauKaMeHTO3HO-
ro jiedeHus 3aboJIeBaHUA IIOKA HET.
Bce wasHUS popuTesiel, 0coOeHHO
Te, Y KOTO JIeTH MaJIeHbKHE U BPeMs
Ha KOPPEKIIUI0 CUTYAIIUH €Ille €CTh,
— Ha Tpernaparkl, KOTOpble paspaba-
THIBAIOT 3alajiHble KoMmaHuu. OpHa
U3 HUX celiyac paboTaeT HaJ TAKUM
npenaparoM. HacKOJIbKO MBI 3HAEM,
yIKe OTCJIe’keHa ero 0e30IacHOCTD,
OCJIO’KHEHUH, M0OOYHBIX 35(deKrToB
OH He BbI3bIBaeT. OTpabarwiBaeTcs
Haubosee 3(pPexkTUBHAA TO3UPOBKA.
ME&1 oueHb HazieeMcA Ha Hero. Bee po-
JUTEJIH MEUTAIOT, YTOOBI IETH POC/IU
6e300sie3HeHHO! Hazexay BcessieT
TO, YTO 3TA KOMIIAHUS Y3Ke MPOSBUIIA
ce0s1 OJIOXKUTEJIHHO B CO3ZIaHUHU TIpe-
mapaToB Jig opdaHHBIX 3aboJseBa-
HUMH.

CMNACHUTENbHASI CAMOOPTAHU3ALIUA

Ho Bo MHOroM pojuTes Il MOTYT IO-
Moub cebe camu. Korza-to cympyr
Haulesa rpynny B «OZHOKJIACCHUKAX»,
oHa HasbIBaeTcs «Berpacraiika». Po-
JIUTEJN TaM JIeJIUJINUCh SMOIUAMU, U
yKe 3To ObLI0 Xopoimio. IToromy 4TO
Ba)XHO TMOHUMAaTh, UTO Thl HE OJUH,

RARUSI PEIKUE BOJIE3HU B POCCUK
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Be/lb KOT/Z]a Thl y3HAEIb O JUArHO3E,
TO KaXKeTCsl, YTO MUP PYUIUTCS, YTO
THI OJ[H, HUKOMY He Hy’XeH. ['pymmna
KaK pas ZjlaBaJjia OILyIlleHUe eJIHHCTBA.
Posutesip y3HaBaj, YTO Jla, TaKue
JIETH €CTh U UMH HY>KHO 3aHUMAThHCS.
bosee Toro, MOkHO U HYKHO Ilepesia-
BaTh JIPYTHUM CEMbBSIM CBOH IOJIOMKU-
TEJIbHBIH OITBIT, 0COOEHHO ecyIu ¥ Tebs
€CTh CHJIa, OTKPBITOCTH JIIOZSM, & MbI
MMEHHO TaKasi cCeMbsl. Bce MbI pasHble:
KTO-TO HINET, KaK IOMOYb JAPYTHUM,
a KTO-TO YXOJUT B JIEMIPECCUI0, CKJIa-
JIbIBaeT pyku. II0OTOMY XOPOIIUH OIBIT
Kaxk/Ioro OeclieHeH, BeJlb HEKOTOpPbIe
pOIUTENN Ja)Ke HE IMOHUMAIT 0CO-
O6eHHOCTEH 00JIe3HU.

1 momoinb HeoOXoauMa eIe U Io-
TOMY, UTO He Be3Jle ¢ pebeHKOM u
mama, u nana. K coxkajeHuio, THOTa
MY?KUUHBI YXOAAT U3 DTOU TAKEJIOU
CUTyallUd — He NPUHUMAIOT ee WU
He crpaBisorcsa. OUueHb Hy»KHa ce-
MbSIM, TIOMABIINM B TAKYI0 CUTyaI[UI0,
moAAepKKa rcuxosiora u obmectsa. K
MPOTUBOJIEUCTBUIO PEAKUM 3a60J1€Ba-
HUSM, 51 CKaXy, HY>KHO TOTOBHUTB: pas-
TOBapUBATh C POJIUTEISIMU, KOHCYJIb-
THPOBaTh, COIPOBOXK/ATH KaKOe-TO
BpeMsi. DTO TOMOKET U JIEUEHHIO, U CO-
XPaHEHUIO CEMbH.

Cefiuac y Hac ecTh Acconuamnus po-
auTesiedl nerell, OOJIBHBIX aXOHPO-
I1a3uel, KOTopasi BXOJUT BO Beepoc-
cuiickoe 001iecTBO opdaHHBIX 3a60-
JIeBaHUH. AccoIuaiusi CyIIecTBYeT
¢ 2009 TO7|a, a HAUMHAJIACh KaK pa3
¢ rpynnsl «Beipacraiika», rue o6benu-
HUJINCh POAUTEJIN JIETEH C Pa3HBIMU
3a00JIeBaHUSIMY, COIIPSI?)KEHHBIMHU
¢ HeslocTaTKOM pocta. IIpoBoauM aH-
KETHPOBAHMUE JIeTEN U POJUTEEH, Jie-
JIUMCSI HOBOCTSIMH, JIOCTUKEHHUSIMU
HAayKW, MeJUI[MHBL. Y HAc ecTh, Ha-
puUMep, Tara 3aMevyaTesbHbIH u3 Ye-
JIsIOMHCKA, TaK OH HAaIlleJ aHaJIOTHY-

Y Hac B rpynne
COCTOUT MOITOPbI
ThICSIYM YEJIOBEK.
[ns opgpaHHoro
3abosieBaHus

3TO0 HEMaJIo.

WU a10 TO/IBKO

Te poguTeny,
KOTOpbI€ rpo-
SIBU/TNCb Y B HaLLly
accoumaumio
BCTYMUIN.

Ha camowm gene
ux ropasgo
6osibLie

HY>KHO FOTOBWTL POLTENEN,
HYKHO C HVIMVT PAST OBARPVIBATD,

KOHCYJIbTPOBATS,
COMNPOBOXLATE XOTb

KAKOE-TO BPEMA, STO BYLIET
CIOCOBCTBOBATE N JIEHEHIHO,

1 COXPAHEHINIO CEMBI

TPAEKTOPUS Cv/1-50114.3

HyI0 opranusaiuio B [epmannu. HeMIIbI BBITYCTHIIN [TOCO-
Oue /1A IeTel, a OH €ro IEPEBEI.

NOTAHYTbCSA 10 COBECTHU

Kak momoub HamuMm getssMm? Eciu s ObI cTajla YMHOBHUKOM,
TO Ha OCHOBE KaKOT'0-HHUOY/Ib OPTOIEUUECKOTO IEHTPA CO3-
Jasia OBl OTAEJIEHHE /I TaKUX JeTeil. X HeMHOro, HO II0
Bcelt Poccun 0CcTaTOUYHO, BEZIb TOJIBKO Y HAC B TPYTIIIE COCTO-
WT IOJITOPBI ThICSAYH YestoBek! JIJ1st opdasHOro 3a601€BaHu sz
9TO HEMAJIO, IIPUUEM MBI cefiuac TOBOPUM JIUIIIH O T€X POAH-
TeJISIX, KOTOPBIE MOSBUJINUCH U BCTYIIUJIU B aCCOITUAITUIO.

Ha camoM Jiejie TaKUX JIETOK ropaszio OoJibiie. J[0JIKHO
OBITH HE IMPOCTO HAOJIOZIEeHNe 32 HUMU, HO U TECHOE B3aU-
MO/IEHCTBHE ¢ 3apyOe’KHBIMU ITapTHEpAMH U 0053aTesIbHO
CBOsA HAy4YHO-HCCJeloBaTeNIbcKkaa Oa3a. Kak mue ckaszan
OZIUH BPau-OpPTOIIe]I, <IIOHNMaeTe, KapIMHAJILHO HUYETO He
u3MeHua0och». Ilonumaro. Ho Beah HUUEro u He fejiaeTcs
JIJIsl TOTO, UYTOOBI M3MEHUJIOCh. Cero/Hs Bpauu IOCTaBUJIU
JINarHo3, KOHCTaTUPpOBasu 00yie3Hb U ... U Bce.

U Benpb Takas 6efa MOXKET KOCHYTHCS €Ille He O/[HOH ce-
MbH U3 UHCJA TeX, I/e «MaJIEHbKUX JIIOJEH» HUKOIZJA He
6b1710. BBl 3HAETE, UTO B 82% 3TO CIIOHTAHHAS MyTaIUsI? ATO
OYeHb BBICOKHU MpoIeHT! VI Ipoucxok/ieHne Takou MyTa-
U — O6oJsibiias 3arajka. OueHb HYKHBI UCCII€IOBAHU !

Bropoe. fI 661 co3/1a1a peecTp, B KOTOPHIH HYKHO BKJIFO-
YUTH HE TOJIBKO JIeTeH ¢ TAKUM 3200JI€EBaHUEM, HO U B3POC-
abpix. Cefiuac Hallla acCOIHAIIUSA TAKOU CIIMCOK COCTAaBJISET,
BeIb y B3POCJBIX, OOJIPHBIX aXOH/IPOIIJIA3HEeH, OrPOMHOE
yucso mpobsem. OHM MPOCTO MOJIYAJIUBbIE U TOPAbIE, Ha-
XOZSIT CBOIO MaJIEHbKYI0 HUIITY U TUXO KUBYT B HEH, TOTOMY
YTO HE YBEPEHBI, UYTO OY/IYT YCIIBIIIIAHbL. A BEAb TOJIBKO IIPU
JIETKOW CTeleHW 3a00JIeBaHUS BCE OTPAHUYMBAETCA Ma-
JIEHBKUM POCTOM H JIUCITPOIIOPIIAAMHU. ..

51 yke He TOBOPIO O mpobJieMax SMOIMOHAIBHBIX, KOTZa
OKpPY’KaIoIllle OTHOCATCS C HeJJOyMEHHWEM U HaCMENIKOU.
BOT 710 KOTO «MaJIeHPKUM JIIOASIM» U HaM, Te€M, KTO PSJIOM
C HUMU, HYKHO JIOTSAHYThCA — 70 obiecTBa. /1o mpaBuIb-
HOTO OTHOIIIEHU .

TekcTt: Bnagucnas lNaBnoBs
®orto: Bnagnmup AKceHoB
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Oona u3 3adau
JuazHocmMuKu —
cdeaamb ee Kak
MOJCHO 00.1ee
obICcMmpoiL, npo-
U3600UMEAbLHOI
U MUHUMAABHO
UHBA3UBHOLL,
0e3 cepbe3Ho20
emewamens-
cmea 6 opza-
Hu3m. UmeHHo
noamomy co3oa-
10m ece Ho@ble,
00.1ee mouMble
mexHo.ao2uu,
u 6 ouwcainuee
epems nepeme-
Hbl 8 00AacMU
JuazHocCmMuKu
ooewaom o6Lims
darnmacmuue-
cxumu

RARUS PEJKHWE BOJIEBHU B POCCUU

KallJ 1A

CoBpemeHHas1 OMOXUMUYECKas
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EkatepuHa
3AXAPOBA,
3asedyrowas
aabopamopuetl
obmeHa sewecma
Meduko-zenemu-
YecK020 Hay4UHo-
20 yenmpa,
doxmop medu-
YUHCKUX HAYK,

npogeccop

JHATHOCTHKA IIO3BOJISIET YCTAHOBUTD
MHOTHe peaKue 3a001eBaHMs, a 3BHAUHT,
BOBPEMSI HAUaTh JIEUUTh U AATh HAZIEKITY

WWW.RARE-DISEASES.RU



Ne/o3/AEKABPb/2016

CTBUTEJIBHOCTb, UTO CIIOCOOHBI YBHU/IETh OYKBAJIbHO He-

CKOJIBKO MOJIEKYJI BEII[ECTBA, U JIJIsl STOTO HY KHA BCETO
OJIHA KaIlJIsl KPOBU. B 3TOM Karie MOXKHO U3MEPUTH KOHIIEH-
TPAIUI0 COTEH OHOMOJIEKYJI, TOCMOTPETh PAKTUYECKH BCE
TeHbI 1 HAUTU MyTalllH, KOTOPbIE OTBETCTBEHHBI 33 OIIpe/ie-
JIEHHY0 00JIE3Hb.

TpyznHo cebe MpeACTaBUTh, KAKHUE ellle U3MEeHeHUs B 00J1a-
cTr J1abopPaTOPHOM JUATHOCTUKYU IIPOU30UAYT B OyIHsKatiiiee
BpeMsi. HO MOJKHO GBITh YBEPEHHBIMU B OTHOM — 3TO OyzeT
danTacTuxkal

c OBpeMEeHHBIE IIPHOOPHI UMEIOT TAKyI0 BBICOKYIO UYB-

TAHAEMHASl MACC-CINEKTPOMETPUA

B 1960-x ro/1ax, UTOObI MOHATH TPUYUHY O0JIE3HU Y IBYX Ji€-
Tel ¢ yMCTBEHHOU OTCTAJIOCTHIO, IOKTOp PesimHT U ero Jia-
6oparopusi uccsenoBaiu bosee 40 BeJlep MOYH IAI[UEHTOB.
KponomiuBblii TpyZ HccieqoBaTes el MO3BOJIUI UM Yepes
HECKOJIBKO MeCAIeB 00HAPYKUTH BEIECTBO, KOTOPOE HAXO-
JIJIOCH B OOJIBIIION KOHIIEHTPAIUN Y O0JIBHBIX, — (DEHUIIITH-
POBUHOTPAIHYIO KUCJIOTY. IMEHHO TaK GbLIO OTKPBITO OHO
U3 CaMbIX HM3BECTHBIX 3a00JIEBAHMH W3 HACJE/ICTBEHHBIX
6oste3Heli oOMeHa BeliecTB — ¢deHmakeTonypus (OKY), ko-
TOpasi CBsI3aHa ¢ HapyIIeHreM MeTab0In3Ma aMUHOKHCIIOTHI
(ennnananuHa.

KoHeuHO, HUKTO 13 yYEHBIX TOT'O BDEMEHU He MOT IIPeiCTa-
BUTb, YTO CETO/IHs1, YTOOBI OUE€Hb TOUHO OIIPE/IEJIUTH KOHIIEH-
Tpanuio heHnIaJIaHuHa B KPOBH, Oy/IyT HY?KHBI BCETO OJTHA
KaIuisi KpOBH, cOOpaHHas Ha QUIIBTP, HECKOJIHPKO YacOB IIPO-
GOMOIrOTOBKY, a TAK>KE BCETO /IB€ MUHYThI aHAJIM3a HA TPH-
6ope, KOTOPBIH HAa3bIBAETCS TAHAEMHBIN Macc-CIEKTPOMETP.

TeXHOJIOTHSA TAHAEMHOH Macc-CIeKTPOMETPUH O3BOJIAET
OTIPeJIEsISATh YHUKAJIbHBIE IS KaXKOU MOJIEKYJIBI Xapak-
TEPUCTUKHU — OTHOIIIEHHe Macchl K 3apsizy. C ee MOMOIIBIO
MOJKHO pasfiesIATh U y3HABaTh, UTO TO 32 BEIIECTBO (Kaue-
CTBEHHAsl XapaKTEPHUCTHUKA), U OMHOBPEMEHHO OTBETUTH HA
BOIIPOC, KAKOBA €r0 KOHIEHTpAIusa (KOJUYeCTBEHHAs Xa-
pakTepHucTHKa). TeXHONIOTUA UMeET OTPOMHBIH MTOTEHIHAIT.
OHa mpUMeHSIETCSI B UCCJIEZIOBATENIbCKUX HEJISIX: 3TO MOUCK
HOBBIX OMOMapKepOB, U3yUeHHe MeTa00JIM3Ma, XapaKTepu-
cTHKa 0OEeJIKOB OTIENbHBIX KJIETOK U TKaHed. Eile oHa Ha-
1112 TPAKTHYECKOE IPUMEHEHNE B IUaTHOCTUKE TAKUX PeJi-
KUX 3a00JIeBaHUH, KaK HacJe[CTBEHHbIE 00Ie3HN oOMeHa
BellecTB. DTO KJyacc 3a00JIEBAHUI YeJIOBEKA, IIPH KOTOPBIX

MAPLLPYTVZALA14 S

HapYIIaeTCA ONpe/ieyIeHHasA OHOXUMU-
YecKasl peakius B KJIETKE U IIPOUCXO-
ST HAKOIJIEHVE WU JIeUITUT OIpe-
JleJIEHHBIX BEIIECTB.

HAGNEACTBEHHDLIE HAPYLLEHNA
OBMEHA AMMUHOKWUCIOT

W AUMNTKAPHUTUHOB

Cpenu Gosie3Hell oOMeHa BEIECTB BbI-
JIEJIAIOT TPH TPYIITHI 3a00IEBAaHUH, TIPU
JIEYEHU U KOTOPBIX C YCIIEXOM TTPHMEHSI-
eTcsl JIUeTOTEepaIus: 5TO HapyIIeHUs
0OMEeHa AaMMHOKHUCJIOT, OPraHMYECKUX
KHUCJIOT U e eKThI OKUCIEHUS KUPHBIX
KHCJIOT. B 3aBucumoctu oT 3a60s1€Ba-
HUS JIETSIM Ha3HAYAIOT JIUETY C OTPAHM-
yeHneM 0eJIKa 1 OTIPe/Ie/IEHHBIX AaMUHO-
KHUCJIOT WK C OTPAHUYEHUEM SKUPOB.

Yem paHbLue
bynet ycTaHoB-
JIEH AnarHo3

M Ha4yaTo siede-
Hune, TeM Jy4Lue
4715 naymeHTa.
CoBpemeHHasi
AnarHocTvka B
Poccum cnocob-
Ha TBOPUTbL Yyge-
ca. 3abop He-
CKOJIbKUX KareJsib
KPOBW MO3BOJISIET
MPOBECTU C/I0XK-
HenLn aHaam3

MAIMHNTHO-PESOHAHCHAA TOMOTIPADKIA (MPT) 1 @YHKUNOHATIBHAA
MAIHNTHO-PESOHAHCHAA TOMOIPADKIA (OMPT) LAKOT
BOBMOXXHOCTb PACCMOTPETL OO MESIBYAVLLMX MOOPOBHOCTEM,
KAK BBITTTAOAT BHYTPEHHVIE OPTAHBI VI HAXKE TAKVE CHTOXXKHbBIE,

KAK TONOBHOW MOGIT. 9TO MO3BONAET OLEHNTE OYHKUMIO

TOW I MHOWI OBNACTY MOBIA. A C MOMOLLIBKO HOBBIX
BbICOKOTOYHBIX AMMAPATOB Y/IBTPAZBYKOBOW AMATHOCTUKIM (Y3W)
MOXKHO YBMAOETH MAJIEHBKOMO YEJTOBEYKA ELLIE 10 POXXKOEHNA

M OAKE COENATE EFO ©OTOMPAGKMIO HA MAMATE POOVTEAM
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ONMPEAENEHWE AMUHOKWUCIIOT U ALUMNIKAPHMTHHOB
METOAOM TAHAEMHOWU MACC-CNEKTPOMETPUN

3ABOP KPOBU JIOCTABKA B JIABOPATOPUIO

M3 nanbua nnmn natoukn pebeHka 6epyT OcyLuecTBsieTcst 06bIYHON NMoYTON
KPOBb (BCEro HECKOJIBKO Kanenb!)
Ha crneumanbHyto KapTouKy-hunbTp

COBCTBEHHO AHANIU3

Mocne cneuunanbHom 06paboTkm o6pasua
ero BHOCSAT B Npubop, KOTOpbIA Jaet
Bpayam UHpoOpMaLLMIO O TOM, B KaKux
KOHLLEHTPpaLMSX Coep KaTcs BaXKHble OJis

ANarHoCTuKuU coeguHeHua —

TUHbI

FAE NPOBOAUTCA

B Poccum ananus pocTtyneH BO MHOTMX
ropopgax, 1 ux Crmcok pacTteT

PABOTA [10KTOPA:
BbiBObl U HASHAYEHUE

Ecnu KonmyecTBo Unimn CooTHOLLEHME
nccnenyemblx BELLECTB HapyLLIEHO,
Bpad Oenaet NpearonoxeHne

0 AnarHo3e HacneaCcTBEHHOro
3a60oneBaHisi 1 HazHayaeT peGeHKy
Heo6XoAVMYIO ANETY, BUTAMUHbI U
onpeaeneHHbIN PeXM NUTaHns

CankT-MNeTepbypr
O ExkaTepuH6ypr  Tomck

* oo g

I mm ommon
aAMUHOKUCIIOTbI U aUUKapHn- vy
——

No/03/AEKABPbB/2016

[m]
L
L]

BnaroTBopuTenbHas nporpamma
«Anbdpa-dHp0»

Mo Hew aHann3 MOryT npoBecTu 6ecnnaTtHo
B ®I'BY «OHO0KPMHOIOrMYECKUIA

Hay4HbIA LeHTp MuH1cTepcTBa
30paBooxpaHeHust Poccumnckon
depepaunmn».

lccnepoBaHme BO3MOXHO O/1s nauu-
€HTOB 60JbLUMHCTBA permoHoB Poccun
no Hanpas/eHNIO Bpaya-aHOOKPUHO-
nora

Mporpamma cenekTUBHOro CKpUHUHra

OewncteyeT B CBepasioBckon obnactum
n Mockse. [eTn n B3pocJibie rno

Moeksa HoBocUBUPEK HarpasJieHuIo rneguarpa, reHeTnka moryT
Yha Takxe NPoBECTU 3TO UCClefoBaHne
6ecnnatHo
CaMbIe qacThble 33.60J'I€BaHI/IH U3 3TUX I'PYIIII BXOAAT B IIe- ‘ B IeJIOM K€ IIOoCJIe IMHUJIOTHBIX IIPO-
pE€UYECHDb 24 peakux 60J1€3Hef71, " UX JIeUEHUE OIlJIaYUuBaAETCA T'PaMM CKPDUHUHTIA B PAa3HbIX CTpaHaX

Cpenwu bonesHen
obmeHa BellecTB
BbIAENSIOT TP
rpynnsl 3a6o-
JieBaHwv, pu
JIEHEHUM KOTOPbIX
C ycriexom npu-
MeHsieTcs AneTo-
Tepanusi

3a CUET CPEJICTB PErMOHAJIBHBIX OIO/IKETOB, IIOTOMY HEJIYTH
HY?KHO BBISIBJISITh KAK MOKHO PaHbIIle, YTOOBI JiedeHHe ObLI0
MaKCUMaJIbHO 3¢ GEKTHBHBIM.

CkakeM, n3BecTHasi 00JIE3Hb U3 HTOU I'PYNIBI — (HEHUII-
KeToHypus. Ha 3To 3a00JieBaHMEe BO BCEM MUPE ITPOBOJUTCS
MAaCCOBBIH CKPUHUHT HOBOPOXKJEHHBIX. C IMOsSBJIEHNEM TaH-
JIEMHOU MacC-CIIEKTPOMETPUH CTAJI0 BO3MOXKHBIM IIOMHMO
BBISIBJIEHU ST (PEHUJIKETOHYPUH B TOM K€ OZTHOM aHAaJIN3e JIH-
arHOCTHPOBATH €IIle OKOJIO 40 HACJIE/ICTBEHHBIX HAPYIIIEHUI
obmena!

HAVBONEE M3BECTHBIE NM3OCOMHbBIE
SABOSIEBAHMSA, KOTOPBIE MOXXET BbIABTH
DOEPMEHTHASA QUATHOCTUKA: MYKOMOSMCA-
XAPNO3b!, BONE3HL MOLLE, BONE3HL GABPK,
EOSE3HL MOMIME, BOSIE3HL HAMAHHA-TIKA
A/B, OEOVLIAT TM3OCOMHOW KGO NINMASHL,
MYKOSIMMAO3, BOSE3Hb KPABBE

HICCJIEJIOBATEIN BBIACHIJIM, YTO OJIMH
U3 2000 HOBOPOXKJEHHBIX HUMeeT Ha-
CJIeZICTBEHHOe 3abosieBaHde OOMeHa
BEI[ECTB, KOTOPOE, €CJIM BBISIBUTH BO-
BpeMsi, MOKHO JIeYUThb. V1 THICSYH Jie-
Tel B MUpE TeNephb HOIYyUIHIA BO3MOXK-
HOCTb 3KUTb. /[0 TOT0 MPaKTUUIECKU BCE
OHU ObLIH OOpeYeHb! TOTHOHYTh B paH-
HEM JIETCTBE OT HEITOHATHO 60JIe3HU.

JIN30COMHbDIE BOJIE3HN HAKOMNEHUA
B mocsie/iHee BpeMsi 9Ta 3Ke TEXHOJIOT U ST
HaIIJIa elle O[HO MPUMEHEHUEe — JJIsi
¢GepMEHTHOU JIMAaTHOCTUKU JIU30COM-
HbBIX OOJIE3HEH, UK I'PYIINBI 3a0071€Ba-
HUH, IPY KOTOPBIX HapyIIaeTcs pabora
(epMeHTOB — BHYTPUKJIETOYHBIX Opra-
HEJLJT IN30COM.

Jlosiroe Bpemsi il UATHOCTUKHU
5TuX OoJie3Hel HeoOXoAuMO ObIIO
OIIPeJIEJIATh AKTUBHOCTh (DEPMEHTOB
B JIEUKOIIUTAX, KOTOPBIE BBIJIEJISIIN U3
1eJIbHOM KpoBu. Kak 5T0 HU mopasu-

RARUSI PEIKUE BOJIE3HU B POCCUK

WWW.RARE-DISEASES.RU



Ne/o3/AEKABPb/2016

MAPLLPYTVBALIAA 1L/

HOBbI AHASING MO3BOS N BBIABIATL Y MALUMEHTOB C OBbMHBIMY
ONATHOSAMIN 1 OPOAHHBIE SABOJIEBAHVIA: HANPVIMER, BOJIESHI GABPI —
B OTHEJIEHNAX TEMOLNATINGA T MHCYTTBTOB, MYKONOJIMCAXAPVIOSH! -
B OTLHEJIEHNAX PEBMATOSION M, BOJIESH TOLLUE — B OTHEJIEHNAX
TEMATOSIOMIN, A BOJTESHV MOMIME — Y MALIMEHTOB C MNOMATEN

TEeJIBHO, HO B KaIljle KPOBH, BBICYIIIEH-
HOM Ha ¢uabTpe, (GepMeHTHl JIU30-
COM COXPaHAIT CBOI0 AKTUBHOCTH JI0-
BOJIBHO JIOJITO.

KpoBb MOkHO cobparh, Kak 3TO
JleJlaloT MPU CKPUHUHTE HOBOPOXK-
JIEHHBIX, HA KapTOYKY-(GUIIBTD U OT-
MIPaBUTh BKCIpecc-modyTod. Jlok-
top Nestor Chamoles u ero xosieru
B 2001 TOAly CO37a7I1 METOJUKH /A5
U3MepeHus AaKTUBHOCTH [IECATKOB
depmenTtoB suzocom. Temepp 3Ta
METO/IMKAa M3BECTHA BO BCEM MHUDE.
A ceropHs y4yeHble IPUAYMaJIU, KaK
ONTHUMHU3UPOBATH U3MePEHNE AaKTUB-
HOCTU EePMEHTOB — CO37]aJI1 HOBbIE
cybeTparsl JJi TaHJIEMHOW Macc-
CIIeKTpOMeTpUHU. B pasHBIX cTpaHax
CTapTOBAJIM MPOTPAMMEBI IO IIOUCKY
MaIMEHTOB C JIN30COMHBIMU 0o0Jie3-
HAMHU Hakomenus (JIBH).

aHus
Elmer yosice
adbomaaa oua-
2HOocIMuYecKue Habo-
Pul 045 onpedeneHus
wecmu ghepmeHmos
AU30COM 8 NAMHE
Kpoeu, a 8 o.uicail-
ulee epemsa Hac oxcu-
Jdarom Hadopvl 04
desamu ¢hepmeHMoa.
9mo Hacmosuwan pe-
8o.1ouuUn 8 o1 acmu
ouoxuMuUecKko20 me-
cmupoeaHun Ha peo-
Kue 6oae3Hu!

UCTOPUA
AHAJIU3A
lMvoHepom B 06-
Js1.acTuv onpegesie-
HVS hepMeHTOoB
JIN30COM B MSIT-
Hax KpoBu cTasl
aoktTop Nestor
Chamoles n3
ApreHTuHbI. Ero
naboparopusi
6bi/1a eUHCTBEH-
HOWVI B CTpaHe,
rge onpeaensnv
aKTUBHOCTb hep-
MEHTOB JIN30COM
4J151 AnarHoCTUKY
3abosieBaHU.
A nepechbliiatb
obpa3subl 13 oT-
JasieHHbIX KOHLOB
60/1bLUOV CTPa-
HbI Obl/10 OYEHb
CJI0XKHO, 1 Mnpo-
OUPKU C KPOBbIO
He Bcerza nocry-
nasav B naboparo-
PUN B PUro4HOM
4151 paboTsl Bue.
Torpa goktop
peLuns nonpo-
boBaTb N3MepPSITb
aKTVBHOCTb
¢epmeHTOB
B MSITHaxX KPOBU.
OH npumeHsin
[/151 3TOro uc-
KYCCTBEHHbIE
¢1r00pPOreHHsIe
cybeTtparsl. N
rosy4uniocs!
OkasaJsiocs,
4YTO U Ha O4HOM
Kariie KpoBu Me-
TOo4 paboTaet

W maiyeHToB CTaJIM HAaXOUTh TOpaszio ObICTPee, IPUUEM
MHOTHX Ha PAHHUX CTaIUAX 60Ie3HU. ITO OYEHb Ba3KHO, TI0-
CKOJIBKY TeIlepPh MOXKHO OKH/IATh, YTO JIEUEHHUE JIJIsI HUX OY-
zet 6osiee 5(pHEKTUBHBIM.

HO 3TO ELLE HE BCE!

Voke HauaJIMCh IepBbIE UCC/IEIOBAHUS 110 MIPUMEHEHHIO Ta-
KOT'0 TIO/IX0/1A /IJIsi CKPHHUHTA HOBOPOXKIEHHBIX Ha JIU30COM-
Hole 60s1e3un Hakomienus (JIBH). O0menpuHsaToe MHEHE,
YTO PAHHSS JUATHOCTHKA Jla’Ke TaKKUX TSIPKEJIBIX 3a00J1eBa-
HUM, KaK 9TH, KpaiiHe BaykHa. OHA TO3BOJIUT HAYaTh JIEUEHNE
JIO HavuaJia CePhe3HbIX KITMHUYECKHUX ITPOsIBJIEHUH.

Hayo, ojfHaKO, OTMETHTh, YTO MPHUMEHEHHE JAaHHOTO
TecTa JIJIsi MacCOBOTO CKPUHHMHTA MMeEEeT KaK CTOPOHHU-
KOB, TaK M IPOTUBHUKOB, IOTOMY UTO HE BCE OJ{HO3HAYHO.
AprymeHThl CTOPOHHUKOB TECTAa OYEHb MOHSATHBI: PaH-
HUH AUarHo3 MO3BOJIUT HU30exaTh HEHYKHOTO JAUATHO-
CTUYECKOT'0 IIOMCKA U HaUyaTh JIeUeHHUE C MTOSIBJIEHUS [ep-
BBIX CUMIITOMOB.

IIpoTUBHUKK CKpDUHHHIA HOBOPOXKJAeHHBIX Ha JIBH ro-
BOPAT O IPYTOM: HaIIPUMeEP, MPEJIaraloT 3ayMaThCs Ha
TeM, 3aX0UeT JIU YeJIOBEK 3HATh, YTO €r0 HOBOPOXK/IEHHbBIH
pebeHOK uepe3 20 JeT OyayT UMeTbh CHMIITOMBI OOJIE3HHU
®abpu uau 6ose3nu [lomrre... DTy 3ab0eBaHUs HE BCerza
MPOSABJISIOTCS PAHO. A JIEYUTh MOXKHO TOJIBKO TOT/IA, KOT/a
MOSIBJISIIOTCSA CUMIITOMBI, TO €CTh HY’KHO K/1aTh, HaOJI0-
JlaTh, XO/TUTH K BpayaM... Best 3KU3HD, TIOJIYYAETCs, JINIIIEHA
paziocTu, MOTOMY YTO POJUTEN HAXOAATCS B OKHUIAHUU

IIJIOXOTO.
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ONPEAENEHWUE AKTUBHOCTW JIN30COMHbIX ®EPMEHTOB
METO0M TAHAEMHOW MACC-CNEKTPOMETPUM

3ABOP KPOBU JIOCTABKA B JIABOPATOPHIO

M3 nanbua nnm natoukn pebeHka 6epyT O6bI4HON NoYTOoN 06paseL,
KpOBb (BCEro HECKOJbKO Kanesnb!) [OCTaBnaoT B laboparopuio
Ha creumanbHyto KapTouKy-thunbTp

AHAJIU3

Mocne cneunansHon 06paboTkn

obpasua ero BHOCST B npubop,

\/ KOTOPbIN AaeT Bpadam

MHpopmMaumo - -

06 aKTMBHOCTMK chepMeHTa yvypy
PABOTA [JOKTOPA: rAE NPOBOAUTCA
Ecnn onpepeneHHbin hepMeHT CHU- B Mockse 1 CankT-MeTepbypre,
>KEH, TO TECT MOBTOPSIOT 1 NPOBOASAT HO NaLVeHTb! 13 NtoBOro perit- CamkT-MeTep6ypr
OHK-gunarHocTrky. Ecnv auarHos OHa NPV HanpasneHun BpaJa Mockaa
NOATBEPXXAEH, Bpay HasHauaeT cre- MOryT NPOBECT/ TaKoe TecT- O *
LansHYIo epmMeHTHyto Tepaniio poBaHVie 6ecnnaTHo, MOCKOMbKY
naumeHTy, YTobbl OCTAHOBUTb NPO- 06pasLibl Nerko oTNPaBUTL
rpeccupoBaHne 6one3Hu 06bIYHON NOYUTON

IToka 3TOT 6ayIaHC — COOTHOIIIEHUE TIJIOXOT'O U XOPOIIIETO — ‘ eHneM TaHaeMHOo

npu ckpuHuHre Ha JIBH ogHO3HauHO He onipesiesieH. Ho B oT- eKTPOMETPUM CTaso

HOIIIEHU U CEJICKTUBHOI'O O6CJ’IeI[OBaHI/IH BCE€ Bpayu U y4Y€HbIe Camble YyacTbie >KHbIM TOMUMO BbiSIBJIE-

e/IUHbI BO MHEHUH: OH Hy>KeH U, 6e3yCJIOBHO, OJIE3EH. 3abonesaHus

HoBble TeXHOJIOTHH J1ab0OpPaTOPHOH JUATHOCTUKU IO3BO- U3 3TUX FPYIn HUS (heHNIIKETOHYPUN B TOM XKe
JIAIOT TOYHO M3MEPHTH JIA’Ke TaKUe BEIeCTBA, KOTOPhIE CO-  BXOGAT O4HOM aHann3e gnarHoCcTupo-
JiepaKarcs B MU3EPHBIX KOJIMUECTBAX, — FOPMOHBI, HEHPO- B repeyeHs BaTb elue okoso 40 Hacres-
TPAHCMUTTEPLI, KUPHbIE KUCJIOTHL JIJI 5TOr0 IOCTATOYHO 24 penkux 60s1es- -
KaIUTH KpoBU. [IpUGOpBI CTAHOBATCA BCe UyBCTBUTENbHee,  Hel, v ux teverme — CBCHHbIX HAPYLIEHN obmeHa
Bpayuu — BCe OIBITHEE, IOSABJIAIOTCS HOBbIE METO/IbI JIEUEHHSl.  OMj1a4MBaeTcs
A BMecTe ¢ 3TUM y Ka/IOT0 U3 HAallUEHTOB HOSBJIAETCA Ha- 3@ CYET CPEACTB
JIeX /1A, YTO €ro KU3Hb U3MEHHTCA K JIYUIIEMY, U 3TO CAMBIA  DErvOHaIbHbIX
TJIAaBHBIHA BBIBOJ I CAMBIU TJIABHBIN pE3yJIbTaT. brogxeToB I[OBPOE CJIOBO

NPO®ECCOPA EKATEPUHbI

C EFQLLHQ ' UTOBb! OYEHL TOYHO 3AXAPOBOW 0 POAMTENAX NALUEHTOB

ONPELAESINTE KOHUEHTPALINIO
OEHTTATIAHVHA B KPOBVI, HY >KHDB

BCEIO OLHA KAIJTA KPOBW, COBPAHHAA

HA OWTBTR, HECKOJIBbKO YACOB
[POBONOAN OTOBKW, IBE MVIHY Thbl AHATIVISA
HA TTPVBEOPE, KOTOPbLIV HA3BLIBAETCH
TAHOEMHbBIV MACC-CMNEKTPOMETP. .

B MNPOLLJIOM STO BBUIA AJITEJIbHAA,
TPYLOHAA TTPOLELYPA
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NeoBase™
MSMS kit

 Be

PerkinEimer’
For the Better

non-derivatized

HenepuBaTusupoBaHHBIH Macc-
CIEKTPOMETPUYECKUN HAbOp

in Vitro-ANAaTHOCTUKHY, IIPEJIOCTAB-
JISTIOIIM N BO3MOXKHOCTH ITPOBO/IUTH
CKPUHMHT Ha HapylleHHs MeTabo-
JIu3Ma 00X aMUHO-, OpraHde-
CKHX- M Y)KUPHBIX KHCJIOT, & TAKKE
[TO3BOJISIONUH OMPE/IeIATh HATUUre
[Ty PUHOBBIX U IEPOKCUCOMHBIX METa-
6OTNYECKNX U3MEHEH .

MpeumyiectBa Habopa NeoBase™ nons CKpyHMHra HOBOPOXXAE€HHbIX

1

OnpepeneHne
0o 57 aHanuTos,
BKJIHOUas MapKepbl
X-cuenneHHon agpe-
HonenkogucTpodhun
n geduvumTta age-
HO3MHOEeaMnHasbl
13 ogHoro obpasua
CyXOro nsiTHa KpoBu
B npoLecce egun-
HUYHOW SKCTpaKLmm
1 nHKybaummn

2

Mepedopmynupo-
BaHHbIN pacTBo-
puTenks yny4ywaeTt
MNOHM3aLMIo 1 Mo-
3BOJISIET B C/yyae He-
06X0AMMOCTU NErko
nepexognTb C NUC-
nonb3yemoro Habopa
NeoBASE™ Ha Habop
NeolLSD™

3

KoHTponb B cyxux
NSTHaX KPoOBU
C KOHUeHTpauunen
aHannToB oTKanu-
6pOBaHHON OTHOCK-
TeNbHO KNNHUYECKMN
3Ha4YMMbIX YPOBHEN

4

Bce BHyTpeHHME
CcTaHOapTbl, HAXo-
nsaumecs B ooHOM

hnakoHe, nNerko Boc-
CTaHaB/MBaeMble.
PactBop ons akc-
Tpakuum ctabuneH B
TeyeHne Hegenu, npu
3TOM ycTpaHsieTcst
HEeobXOAMMOCTbL exe-
LOHEeBHOro NpuUroToB-
NeHNsi peareHToB

5

YKopo4eHHoe Bpems
3KCTPaKUMM U NHKY-
6auun n, cooTBeT-
CTBEHHO, MeHblliee
BpeMs aHanunsa

6

CneundunyHbie
Mapkepbl MeTabonu-
YeCKMX HapyLleHni
LKa MOYEBUHbI:
ASA-LD, OTCD,
CPSI, NAGS onpe-
nensieMble Habopom
NeoBase™, obe-
cneynBatoT 6onee
NHbOpPMaTUBHbIE
pes3ynbTaTbl CKpuY-
HUHra
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POG0BOV

Craryc «pebeHOK-UHBaJIU/1», KOTOPOTO MPEK/IE HE CYIEeCTBOBAJIO
BOOOIIIE, CETOTHS €CTh. M cTaTyC 3TOT IMOCTOSHHO ITPETEPIIEBAET
n3MeHeHMsl. 1]esib HOBBIX IIOIPABOK — IIOMOYb B PEaOUIUTAIIUY U JIEYUEHUHN

HOTHE CEMBHU CTaJIKMBAIOTCSI C BOIIPOCOM — KaK IOJIy-

YUThH CTATyC «WHBAJIA/», BEb OH JIA€T JIOMOJIHUTEIb-

HbIEe BO3MO)KHOCTH I10 peabUITUTAIINH, JIEKADCTBEHHOMY
obecnieuenuio. [ToHATHE «HMHBAIN/I» IMOCTOSTHHO U3MEHSETCS.
OOI1as TEHIEHITH 3aAKIJII0YAETCS B TOM, UTO BCE OOJIBIIIE JTFOZIEH
TIOMAJIAET B ATY KATETOPUIO, IOHATHSA U IIPABUJIA HA3HAUEHUS
MHBAJIUTHOCTU TIOCTOSIHHO YTOUYHSIOTCSA. JleTasmn3aius HopM
HalleJIeHa Ha TO, YTOObI UeJI0BeK B KOHEYHOM HUTOTe MOT II0JIy-
YUTH HAKOOJIBIINE yI0OCTBA U MOAXO/SIINE PeaObUTUTAIIIOH-
HbIE MEPOIIPUSITHA.

Kax MeHsJnch U MEHSITCS IOAXOABI B 3TOH HEIPO-
croi cdepe? O6 stom xypHany «Pemnkume 6one3nu B Poc-
CUU» pacCcKa3aJId 3aMeCTUTEJb PYKOBOJAUTEJIS TIO SKCIIEPT-
Holi pabore I'ytaBHOTrO 610p0 MC3 1o ropoay MockBe, KaH-
JUIAT MeAUIUHCKUX HayK Osbra Jlemkasi U pyKOBOJUTEIh
SKCIEPTHOTO coctaBa NQ 13 (memmaTpuueckoro) Iy1aBHOTO
610po MC3 o ropoay Mockse Vpuna Jlayposa.

MOHATUE «PEBEHOK-WUHBAJINA»:

NMYTEWECTBWUE BO BPEMEHM!
N.A.: B CCCP no 1979 roaa He mpu-
3HABAJIOCh IIPABO JIETEH HA MOJIyYeHE MJIH
COIIMAJIBHOTO II0COOM S IT0 MHBAJIH/THO- nHBaJIM0B
cti. B mociieHyEe ecATUIETHS TI0/T- Ha?ﬁgg’gﬁﬁm
XOIbl MEHSIJIUCh He pa3. B yacTHOCTH, g
paclupsIuCch MOKa3aHUSA K OIpese-
JIEHUIO UHBAJIUIHOCTH, UYTO JaJI0 BO3-
MO?KHOCTb TIPOBOJIUTH PeaOUIUTAIU-
OHHBIE MEPOIIPUATHUSA CPEAU OOJIBIIETO ;grlgm
KOJIMYECTBA IETEM.

9TO OTPa3UJIOCh U HA CTATHUCTUKE. B
1980-1997 roAbI YUCJIO JAeTeH-UHBAIU-
JIOB PE3KO yBeJINJuIoch. Ho Bce ke B TbIC.
Te BpeMeHA TsKeJIble XDOHUUECKUE 3a- netei B Mockse
0oJieBaHUA €II1e HE paClI€HNBaJINCh KaK UMEIT CTaTyc
uHBanUAu3upyomue. CTaTyc gaBauics «UHBaMg»

JIMIIb HaA BpeMsdA IIpOBEAEeHUA OIle-
pauﬂﬁ, IIocJIeonepanmuoOHHOro Jieye-
HUA, Ha3HAYEHUA JUETbI, IIOCJIe IIPpU-

RARUS PEJIKUE BOJIE3HU B POCCUM WWW.RARE-DISEASES.RU
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WHBAJIMHOCTD -
2mo Henocmo-
HHOE A6/1eHUe
8 mom cayuae,
ecau omxno-
HeHus nocae
peabuaumayuu
yoaemca ycmpa-
Humvw. Ho, ecau
Meponpusimus
0Ka3bl8aOMes
HeaPPpex-
MUBHbLMLUL,
uHB8auoHoOCMb
onpedensem-
cs beccpouHo
0419 83pOCABLX,
a demsam — 0o
18 aem. Tax
npoucxooum
npu npoepeccu-
pyrowux 3a60-
Ne8aHuax, ko20a
davice camoe
cospemeHHoe
JneveHue He cma-
buausupyem na-
monozuueckuil
npouecc

MEHEHUs CHUJIbHOJEUCTBYIOIINX IIpe-
1mapaToB U B CJIydae OCJIOXKHEHHH Jie-
yeHus. II09TOMyY TaKOI CTaTycC OIpesie-
JIsLJICST Ha HeOOJIBIIIONW CPOK — OT MOJIY-
ro/1a 10 IBYX JIET.

Ilepesiom HacTynuia B 1995 Troxy.
Tornma ObLyTH BBEZIEHBI IOHATUS «OT'pa-
HUYEHUE KU3HEeIEeATEeIbHOCTU», «CO-
[yaJIbHas 3alATa» U «MEJUKO-COL[H-
aJIbHAsI KCIIEPTU3a», UTO PACIIHPUIIO
MOHATHUE <«UHBaJIUA». Temepp 3TO
CTaJI0 KacaThCsl Y2Ke He TOJIBKO IepH-
OZIOB OIlepaIlWil WJIK OCJIOXKHEHWS BO
BpeMsI JIEUEHU S, HO U JIETEH, KOTOpbhIe
WMeJIU CTONKHeE HapyIeHus QyHKITUH
opraHusMa — Ipu 3a00JIeBaHUMX, I10-
CJIEJICTBUSIX TPaBM, QHATOMHYECKUX
nedekrax. HasHaueHuWe Tpymmbl HH-
BAJINTHOCTH OBLIO YHUDUITUPOBAHO
¥ YBSI3aHO C MEXK/IYHAPOJHBIMU CTaH-
JapTaMu.

B utore ObLI NpPU3HAH U TPHUHSAT
MHOTO(AKTOPHBIN TOAXOMI K OIleHKe
mocJIeicTBUE Oosne3Hell. B Hem mpu-
CYTCTBOBAJIO y>K€ TPHU KPUTEPHsA: Ha-
pyuieHue GyHKIIUH opraHu3ma, orpa-
HUYEHUE >KU3HEAESATEJIbHOCTH U CO-
nyasgpbHasg ajanTtanus. A cosgaHue
crenuaabHOu city:k6p1 MCD mo3Bo-
JIUJI0O YCUJIUTH TPOGdECcCHOHAIU3M B
3TON cdepe, aKKYMYJIHPOBATh OIIBIT-
HBIX CIIEI[AAJICTOB.

WHBANINOHOCTD - HE !.'IOI'MA,

A PYKOBOACTBO K AENCTBUSAIM

O.JI1.: Hac uHOrza ynmpekamoT B TOM,
YTO AKOOBI MBI HMEEM YCTaHOBKY
CHU3UTh IPOLEHT HHBAJIUIHOCTH,
3a’KaTh, HE JaTh CTATyC, YTOOBI yJIyd-
IIATh CTATUCTUKY WJIU COKOHOMUTH
JeHbri... OTBETCTBEHHO 3asBJISAIO:
HeT Takoro! Mpl paboTaeM CTpOro Io
HOPMATHUBHBIM JIOKyMeHTaM. boee
TOTO, TOCJIEJIHNE U3MEHEHUS PACIIU-
pUIU IIOKa3aHUsI, TO €CTh CIIMCOK Ha-
pYIIEHU#, IO KOTOPBIM MOXKET OBITH
YCTaHOBJIEHA KaTeropus «pebeHOK-
WHBaJIN» U BBIJIaHA CIIpaBKa 00 WH-
BAJINTHOCTH, TaK Ha3bIBaeMas PO30-
Basl CIIpaBKa.

Korza Mpl IIOHMMAaeM, 4TO HaM He
XBaTaeT KPUTEPUEB JJisi paOOTHI C TEMU
WA WHBIMH HO30JIOTHAMH, TO, €CTe-
CTBEHHO, BHOCUM IIPE/IJIOKEHU S, UTOOBI
9THU JOKYMEHTHI ObLTH OOJiee MpaKTh-
KOOPHUEHTHPOBAHHBIMU, TOMOTaJTN HAM
B paboTe U He OrpaHUYUBAIA BO3MOK-
HoCTH Jitoziel. CBOU MPeJIJIOKEHUsT Mbl
BHOCHUM B JIeIapTaMeHT ITPOGUIIHHOTO

RARUS| PEJTKUE BOJIE3BHU B POCCUH

FASRAYSY §

v 1031 o1 24 Homtpa 2010 T

14 OCBHIETENGI BOBANAN CPAXAANHA,
i AK"PMJN!NMJN HHBANHAOM

cepmn N
ecrenaioiuit nencHoNHoe ODOCTIEYeHHE, N0 MECTY HHTE/
TeBGIEE I & O  wecry TpOOUBA, (DaRIHECKOTD 1pueary
o Srtyrirasn era st s

o
sarranieTen 3a npenent: POCCHACKON QRABPRLIK)

Veoopaneia PHKAI0A MAKIBDIRCCUDBINTIS
ot e 10411 07 24 wusCem 2010 <

Felleie yWDEKIEHAS MEZAKO-COLMATBHOR IKCTEDTHIN ABTICTCA OORGTGrbNOM A onomHEuAn
GRaGTH, OpraraMI a

Gopm 1 opM (evamea 8

Ligrte mipamnaos  POCCHACKH

. 1095 ., NoAB, cr. 4563 2008 1

HESABAGHMO
epepanoro saxona ot 24
Deagpaun- (CoOpann
N6 43, cr, 4108; 2004 1.,

cnPABKA

P Ae
(swimagTcR MHsanmay)

(@OTH, W, GIVACTOO § ARTARENOM NOADRE)

Rara powasiun

MHUHHCTEPCTBA, KOTOPBIM YK€ 3aHHMAETCsS METOIMYECKOH
pa3paboTKOH JOKYMEHTOB.

PEABMINTALINA U ABUIUTALINA?

0.J1.: Jlsis1 yero Hy»KeH craryc pebeHKa-uHBauAa? YToOb
ObLIH peabuINTAIINOHHbBIE MEPOIIPUSTHS. B ueM OHU MOTYT
BBIPA’KAThCA, KAK MOKHO TIOMOYb 3TOMY PeOEHKY, IIpUUeM
MakcuMaabHO? UTOOBI MaKCHMAaJbHO YYECTh HHTEPECHI
WHBAJIU/IA, IOCTENIEHHO COBEPIIIEHCTBYIOTCS HOPMATHUBHBIE
JIOKYMEHTBI.

Hanpumep, B 3akoHe N2 419-O3 moABUIOCH HOBOE IIO-
HATHE «abUJIUTAllsA WHBAJIUIOB». BBeaeHue 3TOro cra-
Tyca abCOJIIOTHO OIpaBAaHHO. PaHbIIE TOCYZAAPCTBO IIPEI-
CTaBJIAJIO ce0e MHBAIKA KAaK YeJIOBEKa C COXPAHHBIM HH-
TEJIJIEKTOM, UbsI HHBAJIU/THOCTD CBSI3aHA JIUIIB C TPABMaMH.
OpHako 3HAYMTEJbHAsA YAaCTh JIOAEH € MHBAJIUJHOCTHIO
(B wactHOCTH, 710 60% JMeTell) MMeeT HADPYIIEHUS WHTEI-
JekTa. IM Kak pa3 u Hy»KHa abuiuTtaius. Peabuiuraius —
5TO BOCCTAHOBJIEHHE yTPadyeHHBIX (GYHKIHUN, a aOuiuTa-
111 — 00y UYEeHHEe TOMY, YET0 YeJIOBEK HUKOT/Ia HE yME.

Tosicaro. Ilpu ycTaHOBJIEHHH TPYIIbl WHBAJIUTHOCTH
JUIs KaK/I0TO MIPU3HAHHOTO MHBAJINIOM pebeHKa paspaba-
THIBAETCS WHUBHAyaibHAsl MpOrpaMMa peabuInuTaIuu.
B Heli mpomuCchIBaeTCs, KAKOH OHA T0JI3KHA ObITh. CUTyaI[uu
y Bcex O0JIBHBIX pas3Hble, I03TOMY OYeHb BasKHO 3aJI0KUTh
3Ty PasHOCTh IOAXOM0B K peabuauTaIl[ii B HOPMATHBHO-
MPaBOBbBIE JIOKYMEHTBI, HA OCHOBAHUM KOTOPBIX U MPUHU-
MAaIOTCs PEIIeHus.

Xouy MOAYEPKHYTH: CUTYAIlUI0 MOXKHO MeHATh. U 37ech
0OJIBIIIYIO IIOMOIIb CITOCOOHBI OKa3aTh MAIlMEHTCKHE Opra-
Huzanuu. JIro0o rpa/jaHuH, 00IlecTBeHHOE 00 be/IUHEHIE
MOTYT 00OpaTuTbcss B MUHHUCTEPCTBO TPyAa U COIUAIBLHOM

WWW.RARE-DISEASES.RU
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NoPAAO0K NPUCBOEHUA NHBAJINAHOCTH

LLAT 1. O6paTnTbCs B NONUKINHIKY,
60MbHULY NN peabunnTauOHHbIN
LEHTpP MO MEecCTy XuTenbcTea

OT0 HeobXxoaMMO caenaTb Npu NepBUY-

Hom o6parleHn B MC3 [\

»

LAT 4. PABOTAMCS

- MCQ3 HagHavaeT pary, Korga MoXeT
6bITb MPOBEAeHa aKcnepTn3a

- [poBOAMTCS KOMUCCHMOHHOE OCBMAe-
TeNbCTBOBaHUE (B KOMUCCUU [OIKHO
ObITb HE MEHEE TPEX YESTOBEK)

- YTOUHSAIOTCS (PYHKLMOHANbHbIE Ha-
pyLUEHMSsl, pacCMaTpuBatoTCs BCE Meau-
LUMHCK/E [OKYMEHThI

- BeiHOCUTCS pelueHne

OCOBbIE CNITYYAU
- Meauko-couuansHas akenepTnaa Mo-
eT BbITb NpoBefeHa Ha AoMy

-B OTAENIbHbIX pegKnx cny4dasx akcnep- :

T3a MOXET BbITb nposegeHa 3ao4HoO

AT 2. NEYEBHOE YYPEXKOEHVE
(BPAY) rOTOBUT HAMNPABJIEHUE
(BANOJTHAETCHA ®OPMA
HAMPABJIEHUS 088-Y)

HanpasneHve cogep>uT:

- aHaMHe3 3abosieBaHns

- peaynbTaTtbl ocMoTpa pebeHka

- pe3ynbTaTthl aHann3oB

- OCHOBHOW AnarHos

- MHEHVe Bpaya: eCTb U HET peabunu-
TaLWOHHbIN NoTeHuman y pebeHka; ecnm
€CTb, TO B KaKoW CTENEHN BblpaXKeH

- epeyeHb HeobxoauMbIX peabunuta-
LIMOHHBIX MEPOMNPUSATUIA

N =

NOPAA0K ObXXAJIOBAHUA PELLEHNS BIOPO MC3

Ecnn pe6eHOK He Npn3HaH nHBanngom n poanTenn He cornacHbl C 3TUM:

LLIAT 1. O6patuTbes B [NaBHoe 610po
MC?O perunoHa c 3asBrieHnemM

LLIAT 2. O6patuTbes B DepepansbHoe
6topo MC3D

B Teuenue 30 gHeln no-
cne nogayn 3asBneHus
crneumanmncTbl AONKHbI
obcnenoBaTtb 3TOro
yernoBeKa 1 BbIHECTU
peLleHve

30

OENCTBUA FMABHOIO BIOPO PETVIOHA U ®EOEPAJILHOIO BIOPO MC3

Ecnu pelweHune nepBuy-
HOro 3BeHa OTMEHEHO,
TO NpuUcBavBaeTcs cTa-
TyC uHBanuga

Ecnu pelueHne nepsuny-
HOro 3BeHa NoLTBEPXK-
[EHO, TO BblaaeTcs
cnpaska 06 oTkase

No/03/AEKABPbB/2016

LLIAT 3. OBPALLEHNE

C 3A4BJIEHVUEM B MC3

B MCQ3 moryT o6patuTbcst poautenm
NN L0, NPEACTaBNSIOLLES NHTEPECHI
pebeHka

3asiBneHre MoOXHO nogathb:

- Yyepes caunT rocycnyr

- B 9NTEKTPOHHOM BUe Ha caiT [[naBHo-

ro 6topo MC3

H :

LWAT 5. nony4YEHVE OOKYMEHTOB
. CnpaBKa O pe3dynbTartax ocBnaeTesib-
CTBOBaHUA (eCJ'IVI peﬁeHOK He Npun3HaH
VHBanMaom)

nnn

- [LOKYMEHT O NpV3HaHUV UHBaNNAOM
(po3oBasi crnpaska)

- .T
—
—
LLAT 3.
OBPALLEHVE B CY[,

Ecnun pogutenu (noBepeHHoe n1Lo)
BHOBb HE COMacHbl C pPeLleHneM, To pe-
weHwne BbiHOCUT cya. OH pykoBOOCTBY-
€TCSsl TEMU XK€ HOPMaTVBHO-MPaBOBbLIMU
akTammu

-

RARUSI PEIKUE BOJIE3HU B POCCUK

WWW.RARE-DISEASES.RU



Ne/o3/AEKABPb/2016

3amuThl PO ¢ mpemsiolkeHNEeM BHe-
CTH TO WJIM WHOE 3a60JIeEBaHME B KJIac-
cudukaTop, 4ToObl OOJIEE aZEKBATHO
IIPUHUMATh pelleHrue B KOHKPETHBIX
CUTYaIHAX.

POXAEHUE HOPMATUBHbIX HOBEJIN
O.JI.: BrnepBple KpUTEPUH, HUCIIOJIb-
3yeMble IIPU IIPOBeJIeHUHN MeJJUKO-CO-
I[MAJIbHOM SKCIIEPTU3BI, BHIIILIU B CBET
B 2014 rony. [lepexos k HUM ITpOBeZIEH
B COOTBETCTBUU C MEXK/yHAPOJHBIMHU
HOpMaMH. DTO IIPOU301ILIIO0, Korza Poc-
cusa patuduinuponasa KoHBeHIIHIO
0 IpaBaxX MHBaJIWA0B. MBI nepeunuin
Ha KOJIMYECTBEHHYIO, B IIPOIEHTaX,
CUCTEMY OIIEHKU CTEIIEHU BBIPAKEH-
HOCTH CTOHKHUX HApyIIeHUN QyHKIUH
OpraHHM3Ma 4eJsIoBeKa. DTO MO3BOJISAET
NIpUHUMATh 0oJiee OOBEKTHUBHOE pe-
IIeHHe O KaTeropuu «pebeHOK-HHBa-
JIU/», TPyIIle WHBAJIUJHOCTH, HEOO-
XOZAMMOCTY peabuINTaLIIH.

Boo01ie, mpoBezieHNEe SKCIIEPTU3HI —
9TO CJIOXKHBIH ITpolecc, 6oJbmias pa-
6oTa, BKJIIOYAIOIIAs SKCIIEPTHO-Pea-
OMJINTAIIMOHYIO JUATHOCTHKY, OLIEHKY
pe3ysabTaToB HaOJomeHus, 3ddek-
TUBHOCTH JIEYEHUS W IOTEHI[HAJIb-
HBIX BO3MOXKHOCTEH desioBeka. [loa-
TOMYy CIlenHaJIcTaMu (deilepabHOrO
610po MCD coBMECTHO ¢ TPOPUIEHBIM
MHHUCTEPCTBOM IIPOBEJIeHA OI'POM-
Hass paboTa ¢ TpPHUBJIEYEHHEM CIIe-
[MAJIUCTOB PAa3JIMYHBIX CHEIUAJb-
HOCTEH — Bpavyel-3HJO0KPUHOJIOTOB,
IIyJIBMOHOJIOTOB, JIPYTUX CHEIUaIu-
cToB. Pe3yspTaToM cTaso JonosHeHue
K JIedCTBYIOIIEMy IIpHKa3y, KOTOpoe
JIOJI2KHO CHATDb PAa3HOUTEHU .

Ilo pe3synpraraM IPOBEJEHHOTO
Muntpyzna Poccun monuTOpHHra pea-
Ju3anuu npukasa N2 664H I0JIrOTOB-
JIeH HOBBIY TpuKa3 N9 1024H, KOTOPBIX
BCTYIIHJI B CUJLY B JieKabpe 2015 rozaa, —
O BHeCEHUU H3MeHeHUH B KJjaccu-
¢dukamuu u xkpurepun. B 3TOM J10KY-
MEHTE KOHKDETH3UPOBAHBI IOXO/IbI
K OLlEHKe CTeIleH! BBIPa’KeHHOCTH Ha-
pYLIEHHbIX (YHKIUHA  OpraHu3Ma,
a TakKe KPUTEPHUU yCTAHOBJIEHUS WH-
BaJIUJITHOCTH, B TOM UHCJIE IeTAM, yTOU-
HeHbI GOPMYIUPOBKHU.

Bnarogapss mpakTudeckoud pabore
HOpMAaTHUBHAasA 6a3a IIOCTOSHHO COBEP-
IeHCTByeTcA. Bce TOKyMeHTBI, KOTO-
PBIMH MBI PYKOBOJCTBYEMCS, ABJIA-
0TCA paboOYNMU, [T09TOMY IIOCTOSHHO
IIpeTepIIeBAIOT KaKue-TO U3MEHEHUSI.

RARUS| PEJTKUE BOJIE3BHU B POCCUH

B Hacrosmee BpeMs rOTOBATCSA JONOJTHUTEIbHBIE N3MEHE-
HUA B IpuKa3 N2 1024H. Pacimiipenue moka3zaHui 1acT HAM
BO3MOXKHOCTB 60Jiee KBaTU(GUIIPOBAHHO BEIHOCUTD pelle-
HUA IPU YCTAHOBJICHUH WHBAJIUJAHOCTHU AETAM.
IIpeasokeHus MOCTYIIAIOT U OT OOIIeCTBEHHBIX OPraHU-
3amui — B YaCTHOCTH, OT Bcepoccuiickoro obmiecTBa op-
anHBIX 3a0051€BaHNH, OT BpadeH, KOTOpble paboOTaIOT C Ta-
KUMH JOKYMEHTaMH, BUIAT WX HIOAHCHI U HeJIOpabOTKHU.
[Tpo6JsieMbl, UCXOA A U3 IPAKTHKH, Y HAC IIOCTOSHHO U B pa-
60qu IopAAKE MOHUTOPATCA, IIPOBOAUTCA aHAJIN3, BHO-
cATCA U3MeHeHHs. TO OTKPHIThIE JOKYMEHTHI, OHU B CBO-
60HOM JIOCTyIle, UX MOJKHO HAaWTH Ha HAIIEM OUITNAIb-
HOM cadTe I'slaBHOro G6ropo MC3 mo MockBe, Ha calTax
peruoHoB, MuHHCTepCTBa TPyZAa W COIIMAJIBHOIO Pa3BU-
THUSA — C HUMU JIETKO MOXXHO O3HAKOMUTBCA.
TekcTt: Bnagvcnas lNaBsioB
®oro: Bnagumup AkceHoB

APAHTAIS S

NETEN
B Poccum
C peakumm
(opchaHHBIMM)
3ab60/1€BaHUSIMN
MMeroT cTaTyc
«MHBang».
B MockBe Takou
cTatyc umerT

YENOBEK
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B poccuiickoil ucTopuu CJI0BO «MHBAJIN/» BIIEpBble yIIOMUHaeTcs BO BpeMeHa Iletpa I B oTHO-
IIIEHUH COJIJIAT, KOTOPBIE MOy YUJIN YBEUbsI BO BpEMS BOEHHBIX JIEUCTBUI. Bo BTOpOI 1o10BIHE
XIX Beka K MHBaJIUJAM CTaJId OTHOCUTH M LITATCKUX JIUI], KOTOPBIE NOJIYYUJIU YBE€Ub B pe-
3yJIbTaTe BOWH, MOCTPA/IaJId BO BpeMs BOeHHbIX KOHGIUKTOB. Jlo XX Beka KpUTepueM HUHBA-
JINZTHOCTH OBLJIa OIEHKA BO3MOXKHOCTHU YEJIOBEKA BHITIOIHATH OOIIIECTBEHHO MOJIE3HBINA TPY/]

leHepasbHas Accambned OOH B HosBpe 1959 roga npososiacia Jexnapa- B 1995 ropy npuHaT epepans-
Lo mpaB pebeHka. B Hev onpeneneHsl Y NPUHLMMGI MO 3aLUuTe OeTCTBa: HbI1 3aKoH Ne 181 «O coumanbHom
npasa [JOJIKHbI NPU3HaBaTLCs 3a peBEHKY, KOTOpbIii SBASETCS He- 3awmre uHBanupos B Poccuid-
BCEMM AEeTbMM 6€3 BCAKVX UCKJTIO- MOJHOLEHHbBIM B (hN31YECKOM, ckon Pepepaumn». OH U3MEHWUN
YyeHun 1 6e3 pasnnyna nnn guc- NMCUXn4eCKomM nnum coumasibHOM nogxone! B obnacTtn Coumaanoﬁ
KPUMVHALMM MO MPU3HAKY Pachl, UBETa  OTHOLLEHWM, AOMKHbI 06ECMeUnBaTbCs I o) AR, B e MRS
KOXM, MoNa, Si3blka, Pennrim, nomv- creLmanbHble pexkM, 06pasoBaHue i y
TUHECKINX UMM NHbIX YBEXKAEHUN, Ha- 3a60Ta, HeO6XOAVMbIE BBIY €ro 0COo- peteii. O6O3Ha4YeHO HOBOE CO-
LIOHABHOTO WA COLMANbHOMO MPo- 60ro CoCTosIHMS [epXKaHne MOHATUS «MHBaNuO»,
VICXOXAEHUSI, UMYLLIECTBEHHOIO BBEEHbI MOHATUSA «OrpaHNyeHe
NONOXXeHNd, poXKaeHnsa Nnm NHoro 006- )KI/ISHe,D,eFlTeJ'IbHOCTVI», <<COLJ,I/IaJ'Ib—
CTOSITENLCTBA, KACAIOLLIEroCsi CamMoro
PEBEHKa UMM €ro CeMbi Has 3awmTa» U «<MeauKo-CoLW-

anbHasa aKcnepTusa», a yHKuns
YCTaHOBNEHNS VHBaNIMOHOCTU

B CCCP po 1979 roga He nMpr3HaBasiocb NPaBo AETEN Ha MoslyvyeHne coumarib- rle}:v)e,u,aHa cneunanbHo 003'D'aH:
Horo nocobus no nHeanMEHoOCTU. BrniepBble couyanbHOe NOHATNE «MHBaNMOHOCTE» HoW cny>6e MeayKo-couyianbHOM
[0 HacTynneHuss TpyoocnocobHoro Bo3pacta 6bi10 y3aKOHEHO MOCTAHOBJIEHMEM 9KCMEePTU3bI.

LIK KMCC un Coeta muHnctpoB CCCP (noctaHoBneHue Ne 469 «O6 ynydeHun
mMatepuanbHoro obecneyeHns MHBaNMAOB C OETCTBA») U Npukasom MuHucTepcTea
3ppaBooxpaHeHnss CCCP (N2 1265 «O nopsigke Bbloayn MeOULMHCKOrO 3aKto4e-

3TO fano BO3MOXHOCTbL 6osee

HUA Ha OeTeli-uHBanvMOoB C AeTCTBa B Bo3pacTe Ao 16 net»). [deTckasa nHeanvg- npogeccunoHanbHO  MOAXOANTb
HOCTb yCTaHaB/MBasiacb B COOTBETCTBUMN C YTBEPXKAEHHbIM nepeyHeM (MepeqeHb K YCTaHOBJIEHWIO MPYMMbl U rapaH-
MEeOMLMHCKIIX NoKasaHuii, OatoLLmMX Npaso Ha nosyyeHre nocobus Ha aeTeli-iHea- TUPOBaTb COLMAsBHYIO 3aLLTy

NnaoB B Bo3pacTe Ao 16 ner)

OETSM, KOTOPbIE MMEKOT CTOWKUNE
HapyLleHns (OyHKLMIA opraHn3mMa
npv pasnnyHbIX 3aboneBaHusX,

1979-1998 rofibl 1995 rog 1998 rog NnoCcneacTBusiX TpaBM, aHaTOMWU-
OcBsupgetesnibcTBOBaHVE DyHKLMS YCTaHOBIEHVIS 3aBepLueHa peopraHu- yeckux gedexkTax.
JeTev NpoBoAMI0ChH VHBaMA[HOCTY nepesa- 3auus Bpa4yebHO-TpyAo-
B yYpeXXaeHVsIX 34paBo- Ha crieynasibHou CryX- Bow akcriepTu3bl (BTIK), Mocne 1995 roga HOPMaTUBHO-
OXPpaHeHWSs], MOTOMY 4TO be — MeauKo-coLmasb- hyHKLMM 3KCrIEPTU3bI
cam cTaTyc «PebeHOK- Howi akcnepTu3se (MC3) VHBanMAHOCTY feTeli npaBoBble aKTbl paspabaTbiBa-
vHBasmg» Torga 6bia rnepegaHbl u3 3apa- JINCb C YYETOM MEXAyHapOomOHbIX
CBs3aH C onepaynsammn BOOXpaHeHs B ory CTaHOapToB. B YyacTHOCTW, Mo-
JC e OO orcrarero | cravoanere npasiensosa PO
Ha HeNPOLOIKUTE bHBIN K 2000 rogy ot 13.08.1996 (N2 965 «O nopsake
rnepvios — ot roJsyroga NMpU3HaHWA rpaxpaH WHBanu-
AH0 AByx JieT hamvmn») paspabaTbiBanocb C yye-
B npoLecce pa3paboTky pekoMeHOaLUmii no peadbunmTaLnoHHbIM MEPONPUSATUSIM ToM MexayHapoaHo HOMEeHKa-
y4acTBYIOT pasHble CneLmanmcTbl (Megaroru, NCUxXoaori, Bpadm nevebHoro yupex- TYpPbl HAPYLUEHWIA, OrpaHNYEHNil

AEHNA, KOTOpOE HarnpaBAaAeT pe6eHKa), 1 B Hanpas1e€HN OHN NPONnUCbIBaKOT T€ NJTN

WHbIE MEPOMPUATUS, TEXHUYECKIME CPELCTBA peabunmtaumm PKUSHEAEATENLHOCTM V1 SROPOBLS.
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CMA

VIS

a npuﬁ.auofcamb

YTouHeHUe
IIPaBOBBIX HOPM
yBeJINUNBAET
KOJINYECTBO
peCypcoB OMOIIHN
MaJIEHbKOMY
nanuenTy. Ho, uto-
OBbI YIYUIITUTh
3aKOHOJIaTEIbCTBO
1S IeTen-
MHBAJIN/A0B, HY>KHO
JIeCTBOBATh
BMECTE — HE TOJIBKO
cHeIajanucTaM,

HO M POIUTEJISIM,
IIAIUEeHTCKUM
0O0IlIeCTBEHHBIM
OpraHu3aIusIM

\

THYEeCKUMU HAaCJIEJICTBEHHBIMU 3a00JIeBaHUAMY,

YacTo HYXK/JAIOTCS B YCTAaHOBJIEHHW WHBAJIU/-
HOCTH 7151 pebeHKa. ITO MOMOraeT pemniaTh MpobIeMbl
c peabuynTanuel, Je4eHUEM, COIUATbHBIM obecneye-
HHEM, [I03TOMY TaK Ba’KHO CJEAUTH 32 U3MEHEHUAMU
HOPMAaTHBHO-IIPABOBOH 0a3bl B 310 cdepe. O HEKOTO-
PBIX HOCJIETHUX HOBEJLIaX JKypHasy «Penkue 6ose3HH
B Poccum» pacckasasu 3aMecTHUTeb PyKOBOAUTESA 10
3KcrepTHOH paboTe I'staBHOro 610po MCD 1o r. Mockae,
KaHAUaT MeAUITUHCKUX Hayk Osbra Jlerkas u pyKoBo-
JIUTEJIb SKCIEPTHOTrO cocTaBa N2 13 (IeAuaTpuyecKkoro)
I'maBuoro 6t0po MC3 no 1. Mockse Vpuna Jlayposa.

c €MbU C JIETbMU, CTPAZIAIOIINMU TAXKEJIBIMU TeHe-

W3MEHEHUS-2016
JleToM 2016 ro/ia BHECEHBI U3MEHEHUSI B HOPMATHBHbBIE
JOKYMEHTHI 10 WHBaIuAHOCTH. OHU KacalTcs IOj-
XOZIOB K OIIPeJIeJIEHUI0 DTOT0 CTaTyca, a TaKyKe IPOo-
BEIEHUSI MEJINKO-COIMAJIbHON 3Kcreptusdsl  (MC3I),
(opmupoBaHNA MHANBUAYATIPHOU IIPOTPAMMBI peabu-
auTanuu u abunutanuu (UITPA).

HosgimecTBa 3aTparuBaioT TaK:Ke U MaJIEHbKUX MaIll-
eHTOB. Hampumep, paciiupuanch MoKa3aHUs K Ompe-
JIeJIEHUI0 UHBAJIUIHOCTH Y JleTed, NU3MEHUJINCh CPOKU

TAPAHTVINS B

—H: He »xnaTh,

[RARUS PE/JIKUE BOJIE3HU B POCCUU
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HOBAfl HOPMATVUBHAS BA3A

WIOHDb 2016 TOAA
IIpukas N2 346 MuHuCTEPCTBA TPy/la U COIMAJIbHOU 3a-
muTel PO BHec naMmeHeHus B nmpukas NO 1024H «O kjac-
cubuKkanuax M KPUTEPHUSIX, HUCIOJb3YEMBIX HPU OCY-
IIEeCTBJIEHUU MeIUKO-COIMATbHON SKCHEPTU3BI T'PaKIaH
(eepaibHBIMU TOCYAPCTBEHHBIMH YUPEKIEHUSIMU Me-
JINKO-COIMAJIbHOHN 9KCIIEPTHU3BI»

9 ABI'YCTA 2016 roAA
IIpuka3s BCTYyIIUII B CUILY

10 ABI'YCTA 2016 oA
BrI11710 MocTaHOBJIEHUE ITPaBUTEJILCTBA N2 772, KOTOpO€e
BHECJIO U3MEHEHUs B IIOCTAaHOBJIEHUE IIpaBUTesbcTBA PO

N© 95 «IIpaBusia mpu3HAHUSA JIUIA UHBAJIUIOM»

HoBsbie MpeJIOCTaBJIeHNsI craryca (CKa)KeM,
3a6osieBaHns KOT/Ia CPOK YJUIMHSETCSH, JIJISI CEMbH
u AegeKTbl, 9TO yZ00HO). Bece 3TO /1e1aeT BO3MOXK-
BKJIOYEHHbIe HBIM MIPOBOAUTH PeabUINTAIIOHHbIE
B HOPMaTUBHO- MEPOIIPUATHUA Cpeiy OOJIBIIETO YUCTA
npaBoByio MaJIeHbKHUX MAI[UEHTOB.
6a3y no nHBa-
nuagHoOCTU HOBbIE 3ABOJIEBAHNSA
W AETANIN3ALNSA
UHCY/IVH3aBUCH- YBeSIMYUIIOCh YHCIIO KATeropuil 60Jb-
MbIVi caxapHbiv HBIX, KOTOPBIE MOI'YT IIOJIy4UTh CTaTyC
Avnabet «pebeHOK-UHBAIUI». B IIpHJIOKEeHIHE
K HOBOMY IIPHUKAa3y BKJIIOYEHBI, B YaCT-
pactyenamHa HOCTH, TaK¥e 3200J1eBaHus U 1e(PeKThI,
ry6si--Heba KaK WHCYJIMH3aBUCUMBIA CaxapHbII
(«3as4b85 ry6a» nuabeT, paciiesnHa Tyosl u Heba («3a-
1 «BOJI4bS SYbs I'y0a» U «BOJUbS [ACTH»), PEHUII-
nactb») KEeTOHYPHsI, OPOHXUAJIbHAS aCTMa y Jie-
Tel. A y HEKOTOPBIX O0JIe3HEHN, KOTOPhIE
heHUNKETOHYPUST  y’Ke TIPeAYyCMaTPHUBAIOT yCTaHOBJIEHHE
VHBAJIM/THOCTH, TI0/IpOOHEE U3JI0KEHBI
HapyIeHus1 QyHKIUH, 00yCIOBJIEHHBIE
6poHxUabHas TaKUMHU 3200JIeBAHUSIMU, KAK MYKOBHC-
actma [1/103, BPOK/IEHHbBIE TIOPOKU PA3BUTHUS

(B TOM 4mcJIe MOPOKHU CEP/Ia, KOCTHO-
MBIIIIEYHOU CHCTEMBI — BPOXKIEHHBIN
BBIBHX O€/ipa, KOCOJIAoCTh U T. J1.), TI0-
Pa’keHus IEHTPAILHON HEPBHOH CHCTE-
MBI (B TOM UHcJIe TUaponedatus), Xpo-
HUYecKas [MoYevHasi HeJIOCTATOYHOCTb.

YNPOLLEHWUE YCTAHOBJIEHWSA CTATYCA
JletsiM B OomIMYME OT B3POCJBIX JJIA
YCTaHOBJIEHUs] WHBAJIUJHOCTU JIOCTa-
TOYHO OyZieT HaJW4yus OTpaHUYeHUs
JKU3HEZIeATEIBHOCTH TOJIBKO O/THOU Ka-
TErOpUH KUBHEJIeATeIbHOCTH U JII000H
U3 TpeX CTelleHel BBIPa’KeHHOCTH Orpa-
HUYEHUH: OT yMEPEHHOH U BBIIIIE.

No/03/AEKABPbB/2016

KonkpeTusupoBaHa OIleHKa CTENeHU BbIPAKEHHOCTHU
CTOMKHUX HapyIlleHUu! (PyHKIUH opraHu3Ma, 00yCJIOBJIEH-
HBIX 3a00s1eBaHNEM (EHHIKETOHYPHSA, HE TOJIBKO B 3aBU-
CHUMOCTH OT (POPMBI, TAXKECTH TeueHUs, HO U BO3pacTa pe-
6enka. [TosscHuM. PaHbllle y ieTel 11710 OrpaHUYEHHE 110 01~
HOH KaTeropuHy KU3HeIeATEeIFHOCTHU U JII000H U3 cTeleHen
BBIPQ)KEHHOCTH (QYHKIIMOHAJIBHBIX HApPYyIIeHUH. 3aTeM CO
BCTYIIJIEHHEM B CHJIy ITpHKasa NC 1024H JieTell IpUpaBHAIH
K B3POCJIBIM U IIOHAZ00MJINCH Y2Ke [IBe KaTeTOpUH HapyIle-
HUH XKU3HeIeATeTbHOCTH IIPH YCTAHOBJIEHUN WHBAJINJIHO-
CTHU. DTO IIPUBEJIO K CIIOKHOCTAM, IOTOMY UTO Y ZIeTEH Jalie
OTpaHUYEHUS UMEIOTCS TOJIBKO B OTHOU KaTeropuu. B pe-
3yJIbTaTE ONATHh BEPHYJIUCH K JIOCTATOYHOCTH OFHOM Kare-
TOPUU OTPAaHUYEHU A JKUBHEIeATETbHOCTH U JII000H U3 Tpex
CcTeleHel HapyIleHud — yMepeHHOM, 3HAYUTEeJIbHOM, 3Ha-
YUTEJIBHO BBIPAYKEHHOH.

CkaxxeM, kareropusi camoobciyKuBaHusA. Bo3pmeMm ca-
xapHbIH 1uadet. C KaKoro Bo3pacrta peOeHOK HAaUHET CaMO-
CTOATEJIFHO KOHTPOJINPOBATh CBOU KaJIOPHUH, XJIeOHBIE e/~
HUIBL, UEeTy U Ipodee? Hampumep, OH B IIKOJIE U POAU-
TEJIW er0 He BHUJAT, & YIUTEJIb He MOXKET UM 3aHHMAaThCA.
BoT nomo6HbBIe CUTyaIluy U CTaBAT BOIIPOC: 0 KAKOTO BO3-
pacra camMoobciIy>KHMBaHNe CYUTATh OTPAHUYEHHBIM. DKC-
MIEPTHI ¥ 3aKOHOZATEIN IIPUIILIN K BBIBO/LY, YTO KOHTPOJIU-
POBATh 3TY CUTYALHIO POAUTENN OYyT J0 14 JIET.

IIpoime cTaso ycraHaBINBATH UHBAJIUIHOCTD U IpU de-
HUJIKETOHYPHU.

B 3akoHe N2 419-P3 nosiBniocb HOBOE MOHSATUE —
abunutayns HBaAuaoB. Yem abunntayms oTim4aeTcs
oT peabunutaynn? Peabunmtaumnsi — 3T0 BOCCTaHOB-
JIEHME YyTPaYeHHbIX (DYHKUMNA. Abunutaymnsi — obyyeHve
TOMY, Yero 4esI0BEK HUKOrga He YMeJT.

OcHoBHble HarpaB/eHUsI abunTaynum Takme Xe,
Kak n peabunntaymn:

© PEKOHCTPYKTUBHAas XUpyprusi

® NpoTe3npoOBaHNe N opTe3NPOBaHVE

® CaHaToOpPHO-KYpPOPTHOE JSle4HeHue

® npogheccroHarsibHasi opueHTaums

e coymasnbHasi agantaymsi

° MeanunHCKas peabunutaums

© (DU3KYJILTYPHO-030POBUTESTbHbBIE MEPOMNPUSITUS
e criopT

GEHUNKETOHYPHS: HIOAHCDI

Takas ke curyanusa c¢ (enunkeronypuein (PKY). Komu-
YeCcTBEHHAs OIEHKA CTEIIEHU BBIPAJKEHHOCTH CTOWKHUX Ha-
pylieHuil GyHKIMH opranuama (IIpu HapyIlleHUH oOMeHa
dbeHnnanannHa), 00yCJIOBIEHHBIX TUM 3a00JI€BaHHEM, OC-
HOBBIBAETCSI IPEUMYIIECTBEHHO Ha OIIEHKE CTEIeHH Hapy-
MIEHUH NCUXUYeCKUX QYHKIUU W/UJIU HEPBHON CHCTEMBI.
Takas oIleHKa yYUTHIBAET IOKa3aTes Il GU3UIECKOTO U IICH-
XOMOTOPHOTO Pa3BUTHsA (B JIETCKOM BO3pacTe OCOOEHHO
Ba’KHA OLIEHKA C [IEPBOT'0 MecAIa )KU3HU U JI0 ITy6epTaTHOTO
[IEPHO/a), CTEIleHb ITOPa’KeHUA HEePBHOU cucTteMbl. Kpome
TOTO, YYUTHIBAIOTCSA TUI TeueHUsT HEeHUIKETOHYpHUH (K1ac-
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PebeHky,
6os1bHOMY ¢he-
HUJIKETOHYPUEW,
KOTOPbIV JOCTUI
14 net, nHBanug-
HOCTb MOXET
ObITb rpoAieHa
fo 18 net. 310
BO3MOXXKHO rpu
crenyrLmx
YCJI0BUSIX:

cpen pKesias

¢ a

HeBo oCTb
[0CT! us
6e30 Jo-

rnycTumoro cta-
O1IbHOroO YPOBHSI
eHnnanaHnHa
KpoBu

Ha, ns
MCUXUHECKOIO,
ur3n4eckoro,

pe4yeBoro passu-

TV 1O YMEPEH-
HOW cTeneHun

necs

pass
oc nsi

cuYecKasi, aTUIIMYHBIN BAPUAHT), yPO-
BeHb (eHMJIAJIaHUHA B KPOBU, HYXK-
JIaeMOCTh B TIIOCTOSIHHOM KOHTPOJIE
B pe3yJibTaTe HapyIIeHHOTO ICUXuJe-
CKOTO pa3BUTHUsA (HeaJleKBaTHOTO II0-
BeJIEHU ) U MIOCTOSSHHOM COOJIIOEHIUHT
WHOTZ]A OYEHb CTPOTOU TUETHI C Orpa-
HUYeHneM OeJika.

Ha ceropHsANHUN [JeHb MPUIILIA
K BBIBOZLY, uTO Iipu ®KY UHBaIM/THOCTD
YCTAHABJIUBAETCS C MOMEHTA JUArHO-
CTUKU U 710 14 JieT. CTapire 14 JIeT Ipu
kaaccuueckorn ®KY WHBaIUIHOCTH HE
yCTAHABJIUBAETCA IPH YCIOBUAX JIET-
KO U cpenHeTsKesion ¢opM Ha GoHe
JHeTOTepanuy ¢ 6€30IMacHbIM JIOMYCTH-
MBIM YpOBHEM (eHuIajlaHuHA KPOBH,
TIpU a/IEKBAaTHOM (PU3UYECKOM, TICHXU-
YeCKOM, PEUEBOM PA3BUTUU WU HE3HA-
YUTETHbHO BBIPAKEHHOM OTCTaBaHUU
0e3 HEBPOJIOTMYECKUX OCJIOKHEHUH.
Ho mpu OKY cpenneTsizkesion (GopmMbl
C HEBO3MOXKHOCTBIO JOCTHKEHM A 6€30-
IACHOTO YPOBHSA (DeHUIAIAHNHA KPOBU
C HapyIlIeHUEM IICUXUYECKOT0, husnye-
CKOTO, PEYEBOTO PA3BUTHSA JI0 yMEPEH-
HOH CTENeHU C Pa3BUBIINMUCSA OCJIOK-
HEHUsIMU UHBAJIUTHOCTh YCTaHABJIMBA-
ercs 1o 18 jieT.

CPOKH

H3MeHeHUsT KacalTCA He TOJIBKO
MIPUHITUIIOB OIIpeJIeJIEHUs IO 3TUM
HO30JIOTUAM TPYNIl HWHBAJUJTHOCTH,
HO TaK>Ke U CPOKOB, HA KOTOPbIE yCTa-
HaBauBaerca craryc. Cpoku MOTryT
BapbUPOBATHCA U COCTABJIIATH IO/, /IBA
HJIH, COIVIACHO U3MEHEHHU M, JIO IOCTH-
JKeHUsI PeOEHKOM 14 JIeT. A 110 HEKOTO-
pbIM 3a00JIeBaHUSM CPOKH BO3MOKHO
YBEJIUYUTH 710 18 JieT. YBesmueHue
CPOKOB J1aeT BO3MOXKHOCTb POJUTEIAM
3aHUMAThCS peabunuraiiueii eTei, He

[0 HEKOTOPBIM SABOJ IEBAHNAM
CTAJIO BOSMOXHO YBEJ INHNTE
CPOKI, HA KOTOPBIE

YCTAHABI IMBAETCH
VIHBAJIMOHOCTE, 9TO NSBABJTAET
POAVTENEN OT EXXErOAHBIX
XOXKOEHNA IO MHCTAHLIMAM

V1 CBOPA LOKYMEHTOB

ONA OHEPEOHOV SKCMNEPTSL

TAPAHTVINRTT

TPaTUTh CUJIBI 1 BpEM HA €)KeTO[HbIe XOXK/IEHHU A 110 YUPexK-
JIEHUAM /111 cO0pa IOKYMEHTOB U IIPOXOXK/IEHUA OYepeTHON
9KCIIEPTU3HIL.

Kak y>xe ObLIO CKa3aHO BBILIE, IO caxapHOMYy AuabeTy,
B YACTHOCTH, ObLJI yBeJIMYeH U3HAYaIbHBIN CPOK, HA KOTO-
PBIF MOXKET OBITh YCTAaHOBJIEHA MHBAJIM/THOCTD. Tereppb 3T
He O7IUH TO/I, a CPa3y BO3MOKHO YCTAHOBJIEHHE /IO JIOCTIHIKe-
HUSA peOeHKOM 14 JieT. TakKe IIPH OIpeZieJIEHHBIX YCIOBHAX
CPOK yBeJIYeH 1 GEeHUIKETOHYPUU — B HEKOTOPBIX CJIy-
yagax 70 18 jert.

YNPOLWLEHbI KOPPEKTWUBbI B UHAUBUAYAJIbHYIO
MPOrPAMMY PEABWJIUTALIMA U ABWINTALLAKN
BaxHbple M3MeHEHUA [JI MaIeHTOB MPOU3OILIN B IIO-
CTaHOBJIEHUH MPABUTENHCTBA N2 95 OT 10 aBrycra 2016 T.
No 772, IMu mpeaycMOTPEHO IpU HeOOXOAUMOCTH BHO-
cuth ucnpanyuenus B UIIPA B cBsA3U ¢ U3MEHEHUSIMU MEP-
COHAJIbHBIX, AHTPOIIOMETPUUECKUX JAHHBIX, HEOOXOIHMO-
CTBIO YTOUHEHU I XapaKTEPUCTUK pPaHee PEKOMEH/I0BAHHBIX
BU/IOB peabMJIMTANMOHHBIX U (Mn) abUIUTAI[MOHHBIX
MeponpuaTH. Takke 3TO /ieyaeTcs AJsl YCTPAaHEHUs TeX-
HUYECKUX OIINOOK — IO 3asABJIEHUIO MHBAJIWA HJIH €ro
YIIOJTHOMOYEHHOTO MIpeiCTaBUTE sI. B3aMeH BbIJIaHHOU pa-
Hee cocTaBiseTcsa HoBas VIIPA — 6e3 mpoBezieHUs JOTOJI-
HHUTEJIBHOI'O OCBUAETEIHCTBOBAHMUS.

Panbine Kakue-mub60 M3MEHEHUS MOKHO OBIJIO BHOCHTH
TOJIBKO TIOCJIe 0(POPMJIEHHsI HOBOTO HalpaBJIEHHUs Ha Me-
JINKO-COIUAJbHYI0 DKCIEPTU3Y U IPOXOXKJEHUS IOBTOP-

HOIr'o OCBHUAETEJIbCTBOBAHUA.
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CTAJIO MNPOLE BHOCTb
VISMEHEHVA B VIHOVBLYATTBRYHO
PO PAMMY PEABTINTALII

VI ABVTITALIAV (VTTPA). TEMNEPD

B HEKOTOPBIX CJTYHAAX HET
HEOBXOAVIMOCTIN BHOBb
[TPOXOLVTE SKCIMERPTVZY

lpuv pegkux 3a-
6oneBaHusX 4715
ycTaHOBIEHUS
MHBaM[HO-

CTU Ba>KHO KakK
MO>KHO CKopee
oumanbHoO
noaTBeEpPAUTL
AavarHoas. Jly4dwe
BCEro npoBoauTb
uccienoBaHus

B henepasibHbIX
npoguIbHbIX
MeaNLMHCKNX Y-
PeXxxaeHvsix, Kyaa
MO>XHO rornacTb
10 HarpaB/IEHVIIO

PEAKUE 3ABOJIEBAHNS: OT AUATHO3A
A0 NHBANNIMQHOCTH
B HOpMATHBHBIX JIOKyMeHTaX, KaK Ipa-
BUJIO, TOJPOOHO YUTEHBI IPOOIIEMBI
JIFOJIEN ¢ XOPOIIIO M3YYeHHBIMHU, YaCTO
BCTpeYaloIuMucs  3a00JIeBaHUSMU,
TIOCKOJIBKY (DYHKITHOHAJIbHEIE HApYIIIe-
HUSI, KOTOPBIE TTPU HUX TPOUCKO/ISAT, H3-
BecTHBL. CiiokHee ¢ pegkumu (opdan-
HbIMU) 60s1e3HAMU. OHU BCTPEYAIOTCS
B €IMHUYHBIX CJTyUasIX, TPYIHO IUaTHO-
crupytorea Bpadamu JIITY, u onenuts
(pyHKIIMOHATIbHBIE HAPYIIEHUs IIPHU
HUX CIIEI[UAINCTAM II03TOMY HEITPOCTO.
Kpome Toro, 3Tu 3a60J1€BaHUs CJIOKHO
BBISIBUTH, Hy)XHA T'eHETHYecKas JHa-
rHocTuKa. IIpobsiema ycyryobJisieTcs,
€CJI AVArHO3 YCTAHABJIUBAETCS B pe-
TUOHAJIbHBIX JIEYEOHBIX YUPEK/IEHUIX.
B wurore npo6siema y pebeHKa cyie-
CTByeT, a Juar€o3 OQHUIUAIBHO MO-
KET OBITH JIOJITO He MO TBEPK/IEHHBIM.
BriBaeT, YTO K TaKOMY IAIlUEHTY IIbI-
TATCS TMPUMEHUTh KJIMIIE JIHarHO-
30B, KOTOpbIE OoJiee M3BeCTHHI. Kakoi
B TAKOM CUTYaI[{U MOXKET ObITh BBIXOI?
YenenrHo JMarHOCTUKOM 3aHUMAIOTCS
BeZyII[ie HHCTUTYTHI, KOTOPbIE HMEIOT
COOTBETCTBYIOIIYIO 6a3y U B KOTODBIE
pebeHKa MOKHO HaIIPpaBUTh U 00CIIE0-
BaTh, IIPOBECTU HEOOXOAUMBIA CIEKTP
AQHAJIN30B, YTOOBI YCTAHOBUTH TOYHBIN
JIMarHo3. Yke Torza Oy/ieT mpolile ycra-
HAaBJIMBATh MHBAJIU/THOCTb.

MPOBJIEMbI, TPEBYIOLLWUE PELLUEHUA
Ectp rpynna opdanHbix 3a0051€BaHAH,
JledeHre KOTOPBIX 3aKJII0YAeTCs UMeH-

HO B JUUINTEJIHLHOM, TIOPOU MTOCTOSTHHOM
IpueMe JIEKapCTBEHHOTO IIperapaTa
WJIM HAa3HAYEHUH CIIEI[UAJIBHOTO Jieueh-
HOTO IUTaHUA. ITO OCHOBHOE, UTO HY K-
HO TakoMy pebeHKy. 3aJyacTyio TaKue
mpernapaTsl U JiedeOHOe IHUTAHHUE 3a-
TIPAIIIBAIOTCA U 3aKyHNAIOTCA €AUHIY-
HO, Ha KOHKDETHOTO MaIfueHTa U IpU
5TOM He Bcerzja BXOAAT B (peiepasibHbIe
CIIMCKU JIOPOTOCTOAIIMNX IIperapaTos,
TO €CTh He JIOTUPYIOTCS TOCYZAAaPCTBOM.

<YGJIOBHO 310POB»: KAK OTCYTCTBUE
OCJIOXXHEHWW MELLAET UX N3BEXATb

Kpowme ykazaHHBIX B IpUKa3e 1024H
(B pen. N2 346) zaboneBanuii, Tpedy-
IOIUX COOJIIOIEHUST CTPOrOM TUEThI
B BO3pacTe, Korza euie He cHopMupo-
BaHO OCO3HAHHOE OTHOIIEHWE K 0O0-
JIe3HU U He OOpeTeHbl HABBIKU KOH-
TpoJisi 3a TeueHWeM OOJIe3HH, pac-
yeTa JHETHYECKUX IMPOJAYKTOB (TO
€CTh MMEIOTCS OrpaHHUYEHHUs KU3He-
JIEATETBHOCTH TI0 KATErOPUU «CaMo-
06CTy’KUBaHUE»), K TAKUM CJIOMKHBIM
3a00JIeBaHUSIM OTHOCATCS U JIpyTUe
HacJIe/ICTBeHHbIE 3a00JIeBAHUS, CBSI-
3aHHbBIE C HAPYIIEHUAMU 0OMeHa aMHU-
HOKHCJIOT W OPraHUYECKUX KHUCJIOT
(MeTHIMAJIOHOBAS, IIPOITUOHOBAST AIH-
JIEMUU, TJIyTApoBas al(u/LypPus/TiIy-
TapuKaIuaypus, 00Je3Hb KJIEHOBOTO
CUpOIla MOYHU, TOMOI[UCTHHYPUS, TH-
pO3UHeMUs THUII 1), 0OMeEHA yTJIEBOJIOB
(rayakTo3eMHUs TUI 1, TJIMKOTEHO3BI),
obMeHa KUPHBIX KUCJIOT, HAPYIIEHUS
obMeHa X0JIeCTEPUHA, C PEIKUMHE XPO-
MOCOMHBIMH 3a00JI€BaHUAMM (aHOMA-
JIMM ayToCcoM, HecOaJlaHCHPOBAHHBIE
CTPYKTYPHBIE HapyIIEHUs XPOMOCOM).
Tak:ke 371ech peub UAEeT O 3aboseBa-
HUSX, TIPA KOTOPBIX MAI[UEHTHI HyK/1a-
[OTCsI B IPOBE/IEHUHU [TOKU3HEHHOH Te-
pamnu, UINTeJTbHOM UJIU IOCTOSTHHOM
CUCTEMATHYEeCKOM MPUMEHEHUU 3aMe-
CTUTEJILHOH, B TOM YHCJie U (pepMeHT-
HOM, Tepanuu, KohaKTOPHOU TepaIHH,
B UH'BEKIUAX WU UHPYZHUSIX.

IMomumo kodakTopHOH GopmBI De-
HUJIKETOHYPUU CIO/Ia OTHOCUTCSI PSJT

No/03/AEKABPbB/2016

PebeHky, 60s1b-
HOMY ¢beHu -
KETOHYypueu,

KOTOPbIV JOCTUI

14 net, nHBanug-
HOCTb MOXET

6bITb NpogsieHa

no 18 net. 310

BO3MOXKHO npu

cnenyroLmx
YCJI0BUSIX:

cpeaHeTsxenast
¢popma

HEBO3BMOXHOCTb
LOCTUXKEHS
6e3onacHoro fgo-
nycTumMoro cra-
6U1/IbHOIrO YPOBHSI
eHnnanaHnHa
KpoBu

HapyLeHus
NCUXUHECKOr O,
pur3n4eckoro,

peyeBoro passu-
TV 4O YMEPEH-
HOW cTeneHun

passvBLunecs
OCHIOXKHEeHVS

Ccum okasaHue nomMoLLy 60J1bHbIM opcaHHbIMY 3a60/1EBAHUSIMU, MPY KOTOPbIX
€TCS MOXN3HEHHOE JIEHYEHNE, — 3TO 3aMKHYTbI KPYI: oKa Yes/10BeK HyBCTBYET
Y/0B/IETBOPUTESILHO, OH MHOrAa BbIHY)XAEH OrniadnBaTh JieKkapCcTBa CaMoCTOSI-
/IbHO. ECsiv JoxoguTt [0 HBanngHOCTY, TO rocy[apcTBo bepeT Ha cebsi hyHKLMHO

nomowym. Xotsi byge 1ekapcTBa JOCTYNHEE Ha paHHer ctaguy 3abosieBaHnsl N rpo-
unakTn4eckun, To 4O NHBaIMAHOCTY AETU MO/ Obl U HE JONTU
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TSKEJIBIX HACJIEJICTBEHHBIX 3a00s1eBa-
HUI: HACJIE[ICTBEHHbIE KOATyJIOIATHUHU,
6osie3up lolre, HEOCTATOYHOCTH OHO-
TUHUAA3bL,  THUNModochaTeMUIecKUi
PaxuT, MYKOIIOJIUCAXapU/103bl, 00IE3Hb
®abpu, 6osiesHp [lomre, HemocTaTou-
HOCTH KHCJIOHN Jumaskl, runodocdara-
3W s, HECOBEPIIIEHHBIN OCTEOTeHE3.

IIpu 5TOM 4YHCIIO TaKUX MallMeH-
ToB B Poccuu HeBenuko. Ho momosi-
HEHUE [PAaBUJI IEPEYHEM ITOKa3aHUI
¥ YCJIOBHH /IJIsl YCTAHOBJIEHHUSI KaTero-
pun «pebEeHOK-UHBAJIU/I» CPOKOM Ha
ISITh JIET U JI0 JIOCTHKEHUST BO3pacTa
14 wau 18 JleT He MpeaycMaTpPHUBaeT
pacIidpeHusi Kpyra JIUI, KOTOPBIM
MO’KeT OBITh YCTaHOBJIEHA WHBAJIU/I-
HOCTb, TIOCKOJIBKY B IE€pPEYEHb BKJIIO-
yeHbl 3a00JIeBaHUSA W IIATOJIOTHYe-
CKH€ COCTOSIHHS, KOTOPbIE TI0 CTEIeH!
BBIPAKEHHOCTH IPHUBOAAT K OTrPaHU-
YEeHUAM >KU3HEAEeATeIbHOCTH U JAI0T
OCHOBAHWSA JIJIsI IPU3HAHWSA JINIA WH-
BAJIUZIOM B OIIPE/IEJIEHHBIN TEPHOJ]
BpeMeHU. BHeceHHbIE U3MEHEHUs TI0-
3BOJIUJIN OBl CYIIECTBEHHO YJIYYIIUTD
KauyecTBO JKU3HU IAI[eHTOB, BEAb Ce-
TOJIHA Ja’kKe IPU HAJIUIUU IO TBEPIK-
JIEGHHOTO JIMarHO3a MOTYT BO3HUKATb
TPYZAHOCTH TPU YCTAHOBJIEHUM HHBa-
JINTHOCTH, TOCKOJIbKY (DYyHKITHOHAIb-
Hble HApPYIIEHUs Y JIeTEH BO3HUKAIOT
Ha OoJiee MO3MHUX cTaauaX 3ab0seBa-
HUS U (3TO Ba’KHO OTMETHUTH!) IIPU OT-
CYTCTBHUH JIOJI?KHOH METUITMHCKOH IT0-
motiu. To ecThb CJI03KHOCTB, eciu cop-
MyJIIPOBATh YIPOIIEHHO, B TOM, YTO,
HECMOTPsI Ha TO YTO 3ab0JIeBaHUE TPe-
OyeT MOXKU3HEHHOU TEPAIINH U B J1aJIb-
HelimeMm (ocobeHHO Ha (OHE OTCYT-
CTBUSI JIEYEHUST), OHO MOKET IIPUBECTH
K CEPbE3HBIM OCJIOKHEHHUSIM.

®opMaJIbHO TI0 HBIHEITHUM HOPMaM
HET OCHOBAHWH JIJIsI yCTAHOBJIEHU S WH-
BAJINTHOCTH, IIOTOMY YTO 3aKOH 00s-
3bIBaE€T YUHUTHIBATh TeKyllee (B ompe-
JIeJICHHBIN IIEPHUOJZ]) COCTOSIHHE, a He
BO3MOKHOe Oyxayiee. [y 3abosieBa-
HUH, KOTOPbIE HE BXO/SAT B IPOrPaMMBbI
7 BBICOKO3ATPATHBIX HO30JIOTUH, B II€-
pedeHb 24 penkux OoJie3HEH, OTCYyT-
CTBYE WHBAJIMIHOCTH Y IaI[eHTa ce-
TOJIHA OTrPAaHUYUBAET BO3MOKHOCTHU
B JIEUEHUU U TEM CaMbIM YCyTyOJIsieT
npobJiemMy, 4, IO CyTH, BEIET K HHBa-
suauzanuu. Bompoc Ajis Takux cemein
CTOUT OYeHb OCTPO: Oy/IEeT JIU TOCy/1ap-
CTBO OILJIAYMBATh JIEUEHHE IeTeH C pefi-
KUMU 3a00JIEBAaHUAMU UJIUA DTO Upe3-

BBIYAHO JIOPOTOCTOSIIEE JIEUEHUE JISIPKET Ha [JIEYH POIUTE-
JIem?

3710pOBbe K€ HAMIPAMYIO 3aBHUCUT OT JIEKAPCTBEHHOU Tepa-
I1H, KOTOPAasi, KAK y?Ke CKa3aHO, MHOT/IA I0JIKHA TPOBOJUTHCS
MO’KU3HEHHO. B pa3BUTHIX CTPAHAX MOJTyUeHUE JIEKAPCTB BXO-
JIUT B MEJUIMHCKYIO CTPAXOBKY, IOTOMY IOJIyYaTh WHBA-
JIMTHOCTD TaM HeT HeobxoxumocTu. Ho B Halllel crpaHe MHO-
T'He TO/Ibl CUCTEMA, TI0 CYTH, IIPECTABIISIET 3aMKHYThIH KPYT:
IOKa YeJIOBEK YYBCTBYET Ce0si y/IOBJIETBOPUTEIHHO, OH BbI-
HY’X/IeH OILIAYUBaTh JIEKAPCTBA caMocTosTeIbHO. Ecim 10-
XOJIUT JIEJI0 IO MHBAJIUHOCTH, TO TOCY/IapCTBO OepeT Ha cebs
dynxnuro momornu. XoTs 6y/1b Te e JIEKapCTBa I0CTYITHee Ha
paHHeH cTaiuu 3a00JIeBaHUS HJTH TPOMUIAKTUYECKH, /IO UH-
BaJIUIHOCTH JIETU MOTJIH ObI 1 HE JIONTH.

Ecsu 661 B kJ1accudukauu ObLIN U3MEHEHbI U KPUTEPUH,
TO ecTh TpyIma peakux opdaHHbIX 3a00/€BaHUI ObLaa ObI
BHECEHA B IIYHKTHI MPUJIOKEHUS KJIacCU(PUKAIIUNT U KPUTe-
pU€eB, KOTOPBIE B HACTOsIIIlEE BPEMS UMEIOTCS, JOKTOpaM Ha-
[IUX YIPEKTEHUH ObLI0 OBl 3HAUMTEIHHO IIPOIIe IPUHUMATD
PEIIIeH e TI0 YCTAHOBJIEHUIO NHBATUTHOCTH JJTsl TAKUX JIETEH.

HOPMA - NOHATUE KOJTEKTUBHOE

TpyAHOCTH JUATHOCTHKH CYIIECTBYIOT €llle Ha dTare Jyieueb-
HOTO YYPeK/IeHUsI, Koryia peOeHOK ITPOXOAUT 00Ocye/loBaHNe
U BBIABJIAETCA STOT AMarHo3. K HaM-TO OHU IIPUXOZSAT, KOTa
y HHUX y2Ke UMeeTcs 3aKJII0YeHUe, TUArHO3 yCTaHOBJIEH. MbI
pacIieHUBaeM TOJIBKO GYHKIIHMOHAIBHBIE HAPYIIIEHUA.

K coxanenuio, y 3Tux fereii GyHKIMOHAIbHBIE HAPYIIEHUA
cpa3y MOTryT ObITh HE BUJIHBIL, XOTsI y3Ke MOTPEOHOCTD B OIpe-
JIEJIEHHOM IIperapare Wid CHelHaTU3UPOBAHHOM JieueGHOM
MUTAHUU UMEETCS, & 3HAUUT, U B IIOMOIIY TOCYAAPCTBA IS
TAKOI'0 JIOPOTOr'O JIEYEHUA. B 3TOM CJI0KHOCTB, IOTOMY YTO
€CJIH He ITPeJIIIPUHATH MeP 110 3a1uTe peGeHKa, TO B JaJIbHeH-
IIeM IIPOTHO3 3a00sieBaHUA KpaliHe OTpUIaTeNbHBIN. Ecin
pebeHoK He Gy/IeT MPUHUMATD ITPernaparsl, COOII0IATh AUETY,
TO B IQJIbHEHIIIEM TO MOXKET IIPUBECTHU K TSAKEJIBIM TI0CTIE -
ctBuAM. IlosryueHve ke peOEHKOM CTaTyca «UHBAJIUA» XOTsA
ObI OTYACTH OCJI1a0JIAeT 3TH NPOOIEMBI — J1a€T BOBMOXKHOCTD
IIOIIACTh B JIBTOTHYIO KAaTETOPHIO I'Pa’kJaH, KOTOPBIM MOTYT
OBITH BbIIAHBI HEOOXO[IMBIE ITPenaparsl.

TekcTt: Bnagucnas NasrioB
®oro: Bnagumup AkceHos

PPARTITS O

HTOBbI MISMEHNTE CUTYALIMIO K JTYHLLEMY,
HY > KHA COBMECTHAA PABOTA — CIELINMATINGTOB,
MPEACTABUTENEN MPODNTBHBIX MHUCTERPCTB
V1 BELOMCTB, ObLLUECTBEHHBIX MALUVEHRTCKKIX

OPTAHNBALM I POATENEM OETEN,

CTPALAOLLIX SABOJTIEBAHNAMWN, VIMEHHO

OB BEOMHEHVE YOI MO3BOIAET

NOCTENEHHO MEHATE «SAKOHOLATES IbCTBO

VIHBAJIVMAHOCTV, YTOBbI YHECTE BOE

CUTYALIN 1 BCE HIOAHCHI 1 TIOMO4YE PEBEHKY
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M3[IAETCS BCEPOCCUICKMM
OBLUECTBOM OP®AHHbIX
3ABOJIEBAHUH

Ob6repoccuiickast o0IeCTBEHHAs Op-
raHuzanus «Bcepoccuiickoe 00IIEeCTBO
opdaHHbIX 3a00s1eBanul» (BOO3) co3-
JlaHa B 2012 rO/1y 110 MHUI[HATUBE TaI1-
€HTOB, WIEHOB UX CeMEN U DKCIIEPTOB.
Ceromus BOO3 o00bequHsAeT 400 HaIu-
€HTOB U3 47 cy0beKTOB PO ¢ 63 penku-
MU 3300JIeBaHUSIMU.

InaBHas 1ieJib OpraHU3aIdd — II0-
MOYb MAIMEHTAM C PEAKUMH 3ab0Jie-
BaHHUsAMH pEan30BaTh CBOE KOHCTH-
TYI[HOHHOE MPABO Ha JieueHHue, COBpe-
MEHHYIO JIMaTHOCTHKY, PeabHIuTaIHI0
U COLIMAJTBHYIO TIO/IJIEPKKY.

K penxum (opdanHbIM) 3a60seBa-
HUAM B POCCHU OTHOCAT HO30JIOTHU
C pacrnpoCTPaHEHHOCTHIO MeHee /[ie-
CATU YeJIOBEK Ha 100 ThIC. Hacesie-
Hus. [1o OlleHKe 5KCIepTOB, B HalleH
CcTpaHe penKUMU O0O0JIE3HSIMU CTpa-
JaroT 6osiee 2 MJIH YEJIOBEK. DTO ThI-
CsIYU HO30J10THH. U 3TO cTpajlaHus He
TOJIBKO TAIMEHTOB, HO TaK}Ke UX Ce-
Meii, Ha KOTOPBIE JIOXKUTCsI OpeMsi UH-
BaJIUTHOCTHU O[HOTO U3 OJIU3KUX.

HecmoTpsi Ha pasyinyue JIUAarHO30B,
MaNVeHThl CTaJKUBAIOTCA C OJHUMU
¥ TEMU K€ TTPO0JIEMaMu — HEIOCTATOU-
HOU mHpopManvel o 3a601eBaHNH, He-

RARUS:

~O

OCHOBHBIE HAMPABJIEHUA

PABOTbI BOO3

Ioanep:kKa v aKTHBHOE yUacTHeE B IIPO-
JIBUKEHUHU 3aKOHOJATEIbHBIX MHUIA-
THB B 00J1aCTU peIKUX OO0JIe3HET.

PazpaboTka u BHe/peHUE IIPOEKTOB,
MMOJYNHEHHBIX IEJIH JOHECEHHUsI IIPO-
6J1eM TMAIUEHTOB C pPeaKuMU 3aboJie-
BaHUSIMM JI0 MIPEJICTABUTEJIEH OPTaHOB
BJIACTH, 3/[PABOOXPAHEHUS U IIIUPOKOM
00IIECTBEHHOCTH.

Oxazanue noMoIu B GOPMHUPOBAHUU
CEeTH OpraHu3aIuii, OKa3bIBAIOIINX Me-
JUITUHCKYI0 U JHATHOCTUYECKYIO IIO-
MOIIIb MAIMeHTaM C peaKuMu 3aboJie-
BaHUSAMU B P®.

Opranuzaiiuontasi, HHGOPMaIHOH-
Hasi, MPOCBETUTEJIbCKAs], HUCCIIEI0BA-
TEJIbCKAsT U JPYTHe BUJBI JIESTEJIHHO-
CTH, HAIIpaBJIEHHbIE HA Y/IyUIIIEHUE Ka-
YeCcTBa JKU3HU IALMEHTOB C PEIKUMU
3a00JIEBAHUSMH U UX POJICTBEHHUKOB.

TlomoIIb B pPa3BUTHUHU JIIOOBIX BU-
JIOB CBSI3M CPEA CaMUX MAIHEHTOB,
a Tak)Ke MeXK/y MalnueHTaMUd W IIPOo-
deccroHAIBHBIMH ~ OOIIIECTBEHHBIMHU
OpraHU3alUsAMU, O0beIUHEHHe IIa-

No/03/AEKABPbB/2016

B pedxue
00.1e3HU

MOHUTOPUHT JIEKAPCTBEHHOTO 00e-
CIIEUYeHM s MAIUEHTOB C PEAKUMU 3a00-
JIeBaHUSIMU HA Tepputopuu PO.

IOpunnueckasi mojiepiKka MalueH-
TOB 1 YJIEHOB UX CEMEH.

YuacTue B MeKIYHAPOIHBIX IIPOEK-
TaX, HAIpAaBJIECHHBIX Ha CO3/IaHUE HO-
BBIX IOAXOZOB K JICUEHUIO U AUATHO-
CTHUKE PeIKUX O0JIe3HEN.

BCEPOCCHICKOE OBLLECTBO
OP®AHHDBIX 3ABOJIEBAHUMN:

® SBJIAETCS YJIEHOM COBETa OO0IIe-
CTBEHHBIX OpraHU3AIU{ II0 3alluTe
IpaB IalUeHTOB IIpu MuHHUCTepCTBe
3/lpaBooxXpaHeHus P@;

® 1MeeT coIvIallleHHe O COTPyAHUYe-
ctBe ¢ Poc3paBHai30poM;

® [10/1/IeP’)KUBAET CAUT, HA KOTOPOM
npejcTaBjeHa nHpopManusa A 1a-
[IMEHTOB O HOBOCTAX OpP(paHHOU OT-
paciy B Hallled cTpaHe U 3a pybexoMm;

e uznaer xkypHana «RARUS: Penkue
6osie3HU B Poccum», KOTOPBIH pacipo-
cTpaHseTcs 6eCIaTHO.
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JIOCTYTIHOCTBIO TUATHOCTHKM, Jledepus ~ WEHTOB € I?GHKI’IMH sabonepanusavu  V0OZ@BK.RU
U peaGH/IHTAIIH. B perroHax PO.
- Peniakiusi 61arolaput Beex, PacnipocrpaHsieTcst GeCIIaTHo. KAK MOMOYb
‘ Bge poccunckoe ’h’h KTO TIOZIeJTUJICA CBOUMHU HCTO- ABTOpCKHE IIPaBa 3allUIIEHbI. HALLEMY XYPHARNY
OOLLECTBO PHAME ¥ HAIITe]T BpEMs aTh Iepemneyarka MaTepHasIOB Obmepoceniickas
3000 unTepBBI0. MHGOPMUpYyeMm, 4To 1 (PparMeHTOB JI0MyCcKaeTes 06IIIeCTBEHHAS OPraHU3AIHS
MEQUATOP MHEHUE PeIaKI[IH MOYKET He TOJIBKO T10 COTJIACOBAHUIO «Bcepoccuiickoe 0011ecTBO
YYPEQUTEND W U3JATENb: KPEATUBHAS TPYMNA COBIIAZIATh C MHEHHUEM I'€POEB C pe/laKiyei B IUCbMEHHOM Op(aHHbIX 3260 ICBARMIT»
Beepoccuiickoe 061ecTBo «ME[INATOP» BUAE. 0AO «C6ep6ank Poccun»
opdanHbIX 3a60J1€BaHUI PE[LAKTOP: Orneyarano B THHOFPa(bHH 117997, I. MockBa,
(BOO3) Entena 3aBpaioBa «llomurpadus onnatir> y71. BaBusiosa, 1. 19
ATIPEC: Tupax 1000 3K3. (mor. oduc 9038/1577)
T. Moc;csa ya. Yacosas, 1. 24 APT-BUPEKTOP: Howep saxasa 7359
cp. 2, KOMH. 27 ’ ’ Amnna JlonaTnsa HALU CYET:
INEKTPOHHAS NOYTA TEKCTbI: HALLW IAPTHEPbI: 191?1? 7171125223(7)75 os0
ANS KOPPECTIOHAEHLMM: Jlapuica BEJIUHCKAS, s N\ SO KT o aam00,
info@rare-diseases.ru Biagucnas ITABJIOB, ) | ‘V 6naroreopuTensHsii pona
vooz@bk.ru Enena BABbSJIOBA e / MO ®NATOM AOBPAL- PEKBU3WUTbI BAHKA:
AJNIEKTPOHHAS NOYTA XYPHANA ®OTOCONPOBOX/AEHME: Obwepoceuiickii MexayHapowisi dona BUK 6aHKa — mostygaress:
TAK)XE I0CTYMHA HA CANTE: B A 6GnaroTeopuTensHsii Unique (peaxve 044525225
www.rare-diseases.ru JIa/IMUP AKCEHOB ocsmecmemm dorn UnidUg »ponoconute napywers) Cuer N© 6aHKa — MOTyyaTeIA:
. NUTEPATYPHbIif PEAKTOP- “onpyrectey 010181040000000022

HAZL HOMEPOM PABOTANIN: _ ~ 3 4 5
Exarepuna BAXAPOBA, KOPPEKTOP: B ootmen & EURORDIS ET e HOTATERS
Mapuna TEPEXOBA, Hpuna YEIIEJIKMHA = ’ sponelicas oproMaaUH ° :
Vpuna MACHUKOBA, . o e o 40703810838060072660
Bepa BAPYBHHA, IIpH HOATOTOBKE MaTepHaIoB R TSN Denepous nawenos . .
Haranpsa YITAKOBA, | HOMepa UCII0JIb30BAHbI JJaH- N¢ 3 3noposee anm scex C pesimn 3a60neBaHMIMA Rarus (nat. — pegkuii).
Anexceit BACMJIEBCKNU Hele caiiTa EURORDIS w3 Llewtpanshoii
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3000

KOHCTPYWPYEM BYAYLLEE
019 HACTOALLENO
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IEE 200 PEnKvp( 3Asdp\§BAHuﬁ, MPY KOTOPbIX nPEMWu\I(ECTBEHHo CTPAJIAIOT NETKYE, W COTHW PEMIKMX BOME3HEM,
OPAKEHUE EPOHXOJIEFOYHON CUCTEMbI MPUCYTCTBYET HAPSIALY C MOPAXXEHUEM APYTMX CUCTEM. UMM BOJIEIOT
POC/IBIE. HEKOTOPBIE HAYMHAIOTCSl PAKTUYECKH POXAEHWS, APYTUE NPOSIBNIAIOTCSA TOMKO NOCIE 20 JIET.
YLECTBYET 9®®EKTUBHOE IEYEHME. HO B NOCNEAHYE TOAbI NPOLLM KNMHUYECKME UCTILITAHUS! HOBBIE
ENAPATI, KOTOPBIE MO O‘I{HIOT SHAYUTENBHO YAIYYLLKT CTBO_M NPOLO/MKUTENBHOCTD XM3HN
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