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Bam noctaBunu gnarHo3 HacneacTBeHHOro 3aboneBaHus

Korpa Bawemy pebeHky, Bam unu
KOMY TO 13 6/IM3KNX YCTaHOBJEH
ANarHo3 HacneaCcTBeHHOro 3abone-
BaHuA, Bac nepenonHAT pasHble
YyBCTBa 1 MbICIIN: TOYEMY 3TO
CNyyYnnocb? KTO B 3TOM BUHOBAT?
MO>HO S/ YTO-TO UCNPaBUTb? He
JOMNYCTUAN NN Bpauu ownbky? B
3TOW CUTyaLK SIerko BnacTb B
MaHWKy UM genpeccuio, Hauyatb
MCKaTb BUHOBATOrO UM O6BUHATD
camoro cebs B TOM, YTO NPOK3O0LLIO.
KoHeuHo, npounTas 3Ty ManeHbKyto
6poLutopy, Bbl He CMOXeTe NoyUYnTb
OTBETbI Ha BCE BOMPOChbI, HO OHa
JonxHa Bam nomoub caenatb
MepBbI Lar 1 B3rNAHYTb B IMLO
npobneme, He NPATATLCA OT Hee U
nepecrtaTb 60ATbCA. Befb 0CHOBHaA
NpUYMHa CTpaxa - 3TO He3HaHue 1
HepgocTaToK nHGopmaumn. B
NHTEpPHETe Bbl CMOXKEeTe HanTh
MHOrO CBefleH1In 0 3aboneBaHnn,
HacneaCTBEHHOCTN, METOAAX
Tepanuu, 0cO6eHHO Ha aHrNoA3bIY-
HbIX pecypcax. Tak, Bo3bMmuTe CBON
CTpax 3a pyKy 1 B nyTb!

[JunarHo3 pegkoro 3aboneBaHus - He
npurosop!

Yto menatb, Korga AnarHo3 yCTaHOBIEeH

War 1:
O6patutbca B 06LECTBEHHYO OpraHM3aunto

War 2:

N3 OefepanbHOro MeAnLMHCKOrO yupexaeHusa
MONYUYNTb Ha PYKN KOHCUIIMYM CO CIIefyIoLnmMu
OaHHbIMU:

« [lmarHo3 ocHoBHOro 3aboneBaHuA

« HasHaueHMe c yka3aHveM npenapata no »KN3HeH-
HbIM MOKa3aHUAM

» YKasaHue obbema U pexunma BBeAeHNA npenapara.
e HanpasneHne Ha MC3 gna yctaHoBneHWA rpynnbl
WHBANIMAHOCTN MO MECTY XUTeNbCTBA.

e MpunoxuTtb 3aknoyeHne n3 nabopatopum c
NOATBEPXAEHNEM fMarHo3a.

LWar 3:

MpoBectn BK(BpauebHasa komuccna) GepgepanbHOro
yupexpeHusa, a 3aTem 1 BK pernoHanbHoro meguumH-
CKOTO yUpexXaeHus c o6s3aTeNlbHbIM YKa3aHeM:

e [lnarHo3 ocHoBHOro 3aboneBaHuns

e Ha3sHaueHue C yKasaHMeM npenapara no *XMU3HeH-
HbIM MOKa3aHUAM

» YKasaHuve obbema 1 pexknuma BBefleHA npenapara.

LWar 4:

MepenaTb NakeT JOKYMEHTOB neyvallemy Bpayy/rnas-
HOMY CneumanncTy No MecTy XUTeNbCTBa, KOTOPbIV
COCTaBJIAET 3a8BKY

War 5:

Ecnv Bbl nonyunnu oTkas, To cnefyet HanmcaTb NMMCbMO
B MuHncTepcTBO 3apaBooxpaHeHna PO, obcyxaaTb
JanbHEeNLLYI0 TAaKTUKY C NPEACTAaBUTENAMU 00OLLeCTBEH-
HOW OpraHusaLumn



MMMNOPOCPATAIUA, NPUYUHA U MPOABIEHUA

Mnodocdarasua (MO, B
MeXKAyHapOo4HOW nutepatype —
HPP) — pegkoe HacneacTBeHHoe
3abonesaHue. NNepBoe ynomuHa-
Hue 0 3aboneBaHUN OTHOCUTCA K
cepefviHe NPOLUIOro BeKa.
M3HauvanbHO Bpaum onucanu
3Ty NATONIOTUIO KaK TAXeNyo
bopMy paxuTa C 3aiepKKoM
pocTa u cygoporamn. Co Bpeme-
HeMm 6blJ1I0 YCTaHOBMIEHO, UTO
60/1€3Hb OTHOCUTCA K YnCIy
HacneAcTBeHHbIX MeTabonnye-
CKMX 3a60neBaHU BbI3BaHHbIX
MyTauuein reHa ALPL, koTopbin o

Koaupyet ogHy u3 popm pepmeHTa wenoyHom pocdatasbl, (KOTOpyto Mbl Aanee byaem Ha3biBaTb
wenoyHon pocdartazon (D). Kak pesynbraT, gedmunt LLO nprBoanT K NoAMOpraHHON NaTtonoru-
1,HO Npexze BCEro K HapyLUeHWI0 MUHepanu3aumm KOCTHOW TKaHW. BbigensaT Heckonbko popm
60n€e3HM, KOTOpble Pa3NMYaAlOTCA 1 MO BO3PACTY Havyana 1 No TAXKeCTU KIMHUYECKUX NPOABNEHMIA:
nepuHaTanbHyto, MafeHUYeCKY0, BETCKYIO U B3pOoChyto ¢opmy 3aboneBaHus.

Mnodocdarasma 310 ogHa 13 600 HacneaCTBEHHbIX 6bonesHel, obMeHa BelecTB. ITO OYeHb
penkoe 3abosieBaHMe, YacTOTa €0 TOYHO HE U3BECTHA U, MO AaHHbIM TMTepaTypbl, COCTaBNAET
MeHee yem 1:100000. OgHaKo, pa3BuTMe CUCTEMbI QUArHOCTUKM 1 MOBbILIEHVE HACTOPOXEHHOCTH
Bpayel, No3BONAET BbIABMATb BCe Oosblue cnyyaes 3aboneBaHusA. M, BO3MOXHO, UYTO YacToTa
60ne3HN ropasao BbilLE, YEM CUMTANN paHee.

WenouHasa dpocdaTasa (D) urpaet BaxkHyto ponb B
MVHepanu3auunm KOCTHOM TKaHW, Tak Kak ABnAeTcA

MyTaLyA reHa - usme pepMEeHTOM, KOTOPbIN paclennseT HECKONbKO CoearHe-

HWI, B T.4. HeopraHuyeckmi nupodocdat (HMND), nmpraok-
nocnenosaTe/ibHOCT canb-5"-pocdat (MND) n dpocdostaHonamuu (GIA). Mpu
4YTO NPUBOANT K Hapy HepocTaTke LL|® 3T1 3 coearHeHMA HakanMBaloTCA B

TKaHAX, BbI3blBasA HapyLLUEHNA MUHepanm3aumm KocTemn 1
3y0oB, B paHHeM Bo3pacTe Hapafy C KOCTHO naTonoruei

¢dyHKUMM Benka, KOTOE

KOAUPYETCA 3TUM reHO ABNATCA NPUUYNHON CYyA0pOor 1 MbilLeYHOon cnabocTu.
OcHOBHaA NprYMHa HapYyLLUEHNA M1UHepanm3aLmy cKeneTa
cBA3aHa HakonneHuto HIN®, KoTopbl NHIMGUpPYeT dopmu-
pOBaHVe KpucTanna rugpokcuanaTumra.




¢ KITMHUWYECKUE ®OPMbIl TMNMOPOCPATAIUAN

MepuHaTanbHasa popma

MepuHaTtanbHas - caman Taxkenasa popma
3a6onesaHus. [lepenombl KocTel NHOrAA
BbIABNAOT Jaxe BHYTPUYTPOOHO, Npu npoBe-
[AEHWN YNbTpa3BYyKoro obcnefoBaHmA matepu
BO BpeMsA 6epeMeHHOCTU. AKTMBHOCTb LLID
npu 31on Gopme , Kak MPaBMIIO COCTaBAAET
BCEro HECKOMbKO efnHuUL. Y aeTei ¢ poxae-
HMA OTMEeYaeTcA n3MeHeHne Gopmbl Yepena,
HapyLeHna MUHepanu3auumn Koctei. Y
MHOFUX C POXAEHNA MOTyT HabnogaTbCA
cypgoporu. MpuurHa cyaopor - BTopuyHas
HegoCTaTOYHOCTb BUTaMKHa B6(nupurgokcm-
Ha), B MeTabon3me KOTOPOro onpegeneHHyio
ponb urpaet depmeHT LLO.

MnapeH4yeckaa ¢opma

3aboneBaHue NpPoABNAETCA C NEPBbIX MeCA-
LUeB XN3HN N OCHOBHbIM CUMNTOMaMW TakKxe
ABNAKTCA NOPaKeHne ckeneTa, nepesiombl.
Yacto y aeten Pa3BMBakOTCA AblXaTe/bHblE
HapyweHnA B pe3ynbTaTte M3MeHEeHUI Co
CTOPOHDI pr,D,HOIZ KNEeTKU, MbllleYvyHanA
cnabocTb, MoryT |-|a6n|op,a1'bc51 cyaoporu.

MpomexxyTouHas no TaxecTn popma bones-
HY. [leTn MoryT HabntogaTbCA y NefmaTpoB C

OVAarHO30M pPaxXnT, Yy SHAOKPWHOJOros no

noBoAy oTctaBaHNA B pocTe, y OpToneanos C

,D,e(l)OpMaLI,VIFIMVI n nepesioMamMm KOHe4YHO-

cTen. Y HUX HabnoaaeTcs paHee BbiMafeHne
3y60B € KOpHeMm, u3meHAeTca popma yepena,
HabI0JA0TCA NCKPUBIIEHUE HUMKHUX KOHEY-
HOCTeN.

B3pocnaa popma

B3pocnas - ogHa 13 nerkux, JobpokayecTBeH-
HbIX popm 6onesHu. MonHaa KNMHMYecKas
KapTuHa ¢opmumpyeTtca k 20-30 rogam. Hecmo-
TpA Ha TO, YTO NauueHTbl Oblv 340POBbLI B
MOJIOA0CTY, HEKOTOPbIE 13 HUX YKa3blBaloT Ha
nepeHeceHHbIN B AeTCTBE PaxuT, MHoraa
npexaeBpeMeHHyio noTepto 3y6oB, yacTbie
nepenombl. AKTUBHOCTb LD MoXeT cHMKaTb-
CA HE3HAYUTENbHO 1 HAXOAMTCA Ha HXKHEN
rpaHuLbl HOpMbI. B3pocsible nauuneHTbl Habno-
[Al0TCA C MAarHO30M OCTEONOpPO03, OCTe0ap-
TpuT. MoryT HabniogaTbcAa 6011 B KOHEYHO-
CTAX, Nepesiombl, NoTepsA 3y60B.



HacnepnoBaHue .
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Hacnepyetca lmnodocdartasma yaule Bcero no
ayTOCOMHO - peLieccBHOMY Tuny. bonbHom pebeHok
HacriegyeT No O4HOMY M3MEHEHHOMY FeHy ( reHa ¢
MyTaLel B CBOEl NOC/Ie0BaTeNIbHOCTI) OT KaXKAoro
13 poauTenen. B cembsx, rae poautenu ABAATCA
HocuTenamu 6onesHu Momne, pUcK poXxaeHus 6osb-
Horo pebeHKa cocTaBnfeT 25% Ha Kaxayto bepemeH-
HoOCTb. [o3TOMY, ecnn B cembe poanncs 60bHON
pebeHOK, 3TO He 03HAYaeT, YTo BCe AeTn OyayT
60/1bHbI. ECTb WaHC poanTb 300pOBOro pebeHKa.

B HeKkoTOpbIX CNyyasnx onvcaH 1 aQyTOCOMHO- JOMU-
HaHTHbIN TN HacneaoBaHMA. Korga 4ocTatouyHo
OfHOW MyTaLMK B reHe, 4Tobbl 6051e3Hb Cebs NPoABU-
na. 9TO XapaKTepHO, Npexae BCero, 4fis B3POCsbIX
dopm 3aboneBaHus.

Bpauv Ha OCHOBaHUU KNMHUYECKUX CUMATOMOB MOTYT 3anofo3puTb 6051e3Hb. 3aTeM
npoBoAATCA TabopaTopHble TECTbl U MHCTPYMEHTanlbHOe NccinefoBaHme. Y Bcex 60MbHbIX
B OMIOXMMUNYECKOM aHasin3e KPOBY CHIXEHa akTMBHOCTb GepMeHTa LWwenoyHon pocdaTa-
3bl. VMHOrga 3TOT BaXXHENLWNIA KpUTepui 601e3HM NPONYCKAtOT, MOCKOJNIbKY CyLLeCcTBYIOT
CBOV BO3PACTHble HOPMbI, @ B TabopaToprAX MOTYT NPUMEHATb TOJIbKO YCPeAHEHHbIE
nokasatenu. TakxKe pekoMeHAyeTCA NPOBOAUTL onpeaeneHme nupugokcanbsdocdata un
Apyrux $opm BUTammHa B6 HO 3To He ABNSETCA PYTUHHOW NpoLeaypon 1 MPOBOAWTCA B
efVHNYHbIX NlabopaTtopusx. Kak npaeBuno, yuem taxenee popma MO, Tem HMXKe KOHLEH-
Tpauus O B cbiBOPOTKE 1 Bbille KOHLEeHTpaLma nupuaokcanbdocdata B nnasme. Bo
MHOTUX CIlyYasx Takxke pekomeHayeTca nposegeHna [IHK anarHocTukn, ecnv akTMBHOCTb
depmeHTa Oblfia CHUXKEHa.



JleueHue

Mnodocdarasma oTHOCUTCA K UNCNY HaCNeACTBEHHbIX 6one3Hen, AnA KOTOPbIX
cyulectByeT neyeHune. CoBcem HeflaBHO Obina paspaboTaHa cneyranbHaa pepmeHT-
HaA 3amecTuTenbHaa Tepanua acdoTason anbda. NMpenapart gna repanum 3aperu-
crpupoBaH B EBpone n CLUA. Cmbicn Tepanum 3aknioyaeTca B TOM, YTO NauneHTy
BBOAAT HepocTawowWwmii pepmeHT. B camol npouenype BBefeHna GdepmeHTa HeT
HMYEro CQI0MHOro 1 cTpalwHoro. MNpu onpegeneHHOM HaBbIKe 3TO MOXKHO MPOBOANTL
B ntobon 6onbHuUe. 3a pybexxoM MHOrve NaureHTbl NOyYatoT IeYeHne Ha AoMy.
OddeKT Tepann BO MHOrOM 3aBUCUT OT TOTO Korga Obi1o HayaTo neyeHue. Mpu
paHHeM Havane ¢pepmeHT3amMeCcTUTENIbHOI Tepanunn ecTb WaHC, YTo Gyaer
AOCTUrHYT 3HAUNTENbHbIN 3¢ PeKT, n pebeHOK ByaeT pacTn n pasBUBaTbCA
cornacHo Bospacry

B PO rpynnoin skcnepToB pa3paboTaHbl KNIMHUYECKME peKOMeHZaLnn No neYeHnto
6one3Hu runopochartasmm ¢ HAMM 03HAKOMUTLCA MOXKHO Ha CalTe Www.
med-gen.ru.

¢ MEOWUKO - TEHETUYECKAA SKCINEPTU3A

CeMbsAM OYeHb BaXXHO NMOCETUTL Bpaya reHeTrKa. Jlevalyne Bpaun He Bcerga
MMeIoT BO3MOXHOCTb MOrOBOPUTL C CEMbEN 1 PAcCKasaTb O BCEX PUCKAX Y BO3MOX-
HOCTAX, KOTOPble MOXET NPEeAOCTaBUTb COBPEMEHHAsA reHeTrKa. Y Bpaya reHeTuKa
MOKHO Y3HaTb PUCK poXxaeHMA 60bHOro pebeHKa B JaHHOW ceMbe, MPONTK obcne-
[OBaHNe POACTBEHHMKAM, eC/iv 3TO Heobxoanmo. O6CyAnTb NpeHaTasnbHYio 1
NPEeNMNNaHTALMOHHYIO AVArHOCTUKY.



[lomoLlb cembu

KoHeuyHO, MHOroe 3aBMCUT OT Bpaya - CKOJSbKO OH
3HaeT npo Bawe 3abonesaHne, Kak NpaBuUibHO OH
Ha3Ha4nn NeYyeHne N Kak XopoLlo oH 06bACHUN Bam
NpUHUMNbI Tepanuu. Ho He 3abbiBanTe - OT CEMbU
3aBUCUT yCNEX NeYEHNS He B MEHbLUEN CTEMNEHMN.
HyxHo cobntogaTte pekoMeHaaumm, HU Npu Kaknx
YCINOBUSIX HE TEPSATb HaZexay u camoMy cTaTb
3KCnepTom B CBOeM 3aboneBaHun. Yntante nutepa-
Typy, obLianTtecb C CeMbAMMN, HE CTECHANTECH 3a4a-
BaTb BONpockl. N gaxe ecnu Bbl He nobeante
6one3Hb NONHOCTBIO, M3MEHUTD XXM3Hb K NydLLeMy,
caenatb POOHOro Bam YeroBeka CHacTnvBbIM B
Bawmx cunax!

Y3HaTb bonbLue

B Mupe ecTb MHOro opraHusauuin, KoTopble MOryT MOMOYb BaM HaWTU OTBETHI Ha
ntobble gpyrne BONpockl, , CBA3aHHbIX ¢ runodgocdartasmei:

MexayHapofHas opraHu3aums no runodgocgaTtasunm:
http://www.softbones.org
SOﬂ'_ BOneS MexayHapoaHbIi nopTan no peakum 6onesHaMm
Finding the Key to HPP WWW.Orpha.net
EBponelickas opraHusauusi, o6begnHsoWwas NauMeHToB ¢ pa3HbIMU peaknuMm 3abo-
nesaHusmun EURORDIS www.eurordis.org
Canit, co3gaHHbIv Npu noaaepXke apmaueBTUHECKON KOMNaHum
http://hypophosphatasia.ru/about-hpp/



¢ [OE B POCCUW SAHVUMAIOTCA OUATHOCTVKOW U NEYEHMEM

Poccuinckas getckasa KnmHuueckas 60nbHNLA, OTASNeHNe MeaULNHCKON reHeTUKN
agpec: r. MockBa, JleHnHckmin npocnekT, 117 www.rdkb.ru

DHOOKPMHONOTMYECKMI HayYHbIV LEeHTP
appec: r. Mockaa, yn. Amutpus YnbaHosa, 11 www.endocrincentr.ru

Mopo3oBcKas 60nbHULA, LeHTP opdaHHbIX 1 APYTHX PefKmx 3a6onesaHunin
appec: r. Mockaa, 4-1 JobpblHMHCKIUI nepeynok, 1/9 www.mdgkb.pro

Mepuko-TeHeTuuecknii Hayunbinn LleHTp, MefrKo- reHeTuYecKnin HayuyHblin LeHTp - nabopaTtopusa
HacnefCcTBeHHbIX 6onesHel obmeHa BeLlecTs
appec: r. Mocksa, ynuua Mocksopeube, iom 1T www.med-gen.ru

Ob6wecTBeHHble GOHAbI U OpraHmn3aummn Poccum

lMinodocdartazns noka He BXoaUT B nepeyeHb opdaHHbIX 3ab6oneBaHui, NeveHne KoTopbix
NPOBOANTCS 3a CYET CPEACTB PEMMOHANbHbIX OI0AXKETOB, OAHAKO, MaLWNEHTbl UMEIOT BO3MOX-
HOCTb NneunTtbca B Poccmn. Nomoub naueHTamMm NnonyynTb JieveHne, NOBbICUTb I/IHd)OpMI/IpO-

BaHVe 0 3a60NeBaHNM MOTYT OOLLECTBEHHbIE OPraHM3aLMn.

Bcepoccuninckoe obuiectBo peaknx (opdaHHbIX) BCEpOCCMVlCHOE
3abo0neBaHNi MeeT B CBOEN CTPYKTYpe rpynmny no 06LIJ,€CTBO

penknm 3aboneBaHnA ckeneTa. Ha cante opraHusa-
LUK MOXKHO 6osiee Noapo6bHO 03HAKOMUTLCS C
[OeATeNbHOCTbI0 06LWecTBa, HanMcaTb NMCbMO, NPOYK-
TaTb »KypHan no pefknm 6onesHAM-
www.rare-diseases.ru



