RARUS

PEOKUE
BOJIE3SHU

B POCCUM

s Bcepoccuiickoe obLiecTtBo Bubnmnoteyka
| peakux (opdaHHbIX) «AKagemMus pegKmnx
3aboneBaHumn 6onesHen: ot A go A»

[aHHbI MaTepuan He SBNSeTCs peKoMeHAalUmnen K ne4eHuio n He NnogMeHsieT cob0i KOHCYbTaluumio cneymanncTa.
[ns nonyyeHus KBannMdULUMPOBaHHOM MEOULIMHCKON KOHCYbTaLMUM UK NOMOLLM 06paTUTECH K CBOEMY fNleyalleMy Bpayy.



OCHOBHbIe TeMbl
BbIMycCKa

-> YT0 Takoe NN30COMHbIEe
©0sIE3HUN HAKOMIEHUS

-> Kakom reH BUHOBAT B HapyLUEHUSX

- [NlosiBneHne kneTku lowe

-> CTpyKTypa IM30COMbI

- YacTtoTa 6onesHmn lowe

- [Oe 3aboneBaHmne BCTpeYvaeTcH Yalle

- [MposiBNeHns N CUMNTOMBI

- [Mo4yeMy NaumeHT NUcnbITbiBaeT
cnabocCTb

-> YeMm onacHbl «aKTUBHas cefie3eHKa,
HapyLleHUs B MeYeHN N KOCTAX

- Tunbl 6one3Hu owe

-> KoBapcTBo Il TMna 6onesnu lowe

-> MapLwpyT AMarHOCTUKN

- [NepBas Tepanns N COBPEMEHHbIN
CTaHOapT fie4YeHns

-> Kak nony4uTb nekapcTsBo
M MPUHATb OMarHos

Baw opya u napmHep,
Bcepocculickoe obwecmeo
peoKux (ophaHHbix)
3a6o1e8aHuli

bone3Hb owe -

3TO HacneAcTBeHHoe 3abofieBaHVe U3 rpymnrbl IM30COMHbIX 60ne3Hen
HakonneHus (JIBH). MyTaumm B reHe GBA NPUBOAAT K CHUXXEHUIO
aKTMBHOCTU depMeHTa roKoLepebpo3naasbl, KOTOPbIN MNOX0
CrnpaBnsfeTcs C paclenneHnem rnokolepebposnaa

MOXET YBEeNNYnUTbCA
ceneseHka
rnpv 6onesHu lowe

MapLipyT npenapara

Y3HaliTe BCce TOHKOCTU: rae
CTaBSAT AMarHo3, Kak Ha3Ha-
YyaeTcs npenapar, 4N Yero
HY)XHa perncTpaums B peru-
cTpe, KaKoli CpoK OTBOAUTCSA
3aKOHOM [ NonyyeHus
npenapara.

MexaHu3M naTosioruum
rJ'IIOKOLlepe6p03VI,D, HakKannMBaeTCcya 1 HapyllaeT
pa60Ty JIN30COM U KNEeTOK.

CeneseHKa, Ne4YeHb U KOCTHbI MO3r —
rnaBHble MULLEHU 60ne3HU

Nx HapyuleHne NnpuBognT K aHeMnun, KOOBOTEYEHNAM,
6onam B KOCT4AX, Nepenomam, yBenm4eHnto paamepoB
BHYTPEHHUX OpraHoB.

BonesHb nposiBnsieTcs TpeMa TUNamMm

Tunbl Il v Il conpoBoXpatoTCs HEBPOIOrMYECKOM
cuMnTomMaTUKOW. Tun Il onaceH paHHMM NpPosiBNeHNeM
1 BbICTPbLIM MPOrPECCUPOBaHNEM.

3a6oneBaHue guarHocTMpyeTtcs

C noMmoLLbio TabopaToOpHbIX TECTOB

Ba)kHO oTnn4mTh 60ne3Hb lowWwe OT remMaTonorm4yecKmx
3aboneBaHUl, OPYrux IM30COMHbIX 6onesHen. HyXHo
M3MepPUTb aKTUBHOCTb PepMeHTa rFoKoLepebpo3npassl,
nposecTu aHann3 JHK, a 3aTeM Ha NpueM K reHeTuKy.

Tepanusa cywecTsyeT U fOCTYMNHa
depMeHTHas 3amMecTUTeNbHas Tepanns SBNSeTCS MOXN3-
HEeHHOW 1 nposoauTcs npw Mowe Tun [ u lll.

B3pocrnble u et nonyvaloT neyeHmne 6ecnnaTtHo.
OeTtn n nogpocTtku Ao 19 net - Yyepes poHp «Kpyr fgobpanr.
B3pocnble: pegepanbHas nporpamMmma
«Bblcoko3aTpaTHble HO30M0rUN».



KneTku lowe - akTUBUPOBaHHbIe Makpodarun. B knetkax lowe npouvc-
XOOWUT HaKOM/EHME TOKCUYHBIX BeLecTB: GepMeHT rtoKoLepebposngasa
He crnpaBngeTcs ¢ pacluensieHneM MoneKyr, 1 rioKouepebposug
HaKannmeaeTcs B MaKpodarax, Bbl3blBasi X aKTUBaLUIO.
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BonesHb lNowe

BXOOUT B dpefepanbHyto
nporpammy «BbicoKo3a-
TpaTHbIE HO300MUN».

370 faeT BO3MOXXHOCTb
nony4yatb GepMeHTHYI0
3aMeCcTUTEelbHYI0 Tepa-
nvito BCeM naumeHTam BHe
3aBMCMMOCTM OT BO3pacTa,
HanM4nsa nnm oTCyTCTBUA
VHBaNUaHOCTU

M ee cTerneHn

CueHapuu
MOYXeT CTaTb

bnaronpuUaTHbIM

CueHapuu
MOXKeT CTaTb
GnaronpUATHbIM

BonesHb lNowWwe gBnsieTcs 4OBObHO pefKon. [1o HeaBHero
BPEMEHM faXke He BCe Bpayu 3Hanum o Hel. Heygueutenb-
HO, YTO CEMbW, B KOTOPbIX pebeHKy, POACTBEHHUKY U
3HaKOMOMY CTaBWUIM TaKOW AMarHos, BnepBble Chbllanu
O TaKoW naTonornm. Ho cerogHs MHOroe N3MeHnNoCh.
MccnepoBaHusa nocnegHux 30 neT NnpuBenu K NOsiBNIEHUIO
HOBbIX METOAOB le4eHUsl, KOTOpble MOryT CMoco6CTBO-
BaTb OCTAHOBKE Pa3BUTUSA OCHOBHbIX CUMMNTOMOB 3a6bone-
BaHUS. Y)XKe cerofgHsa 60MblLMHCTBO NaLMeHToB Cc 6ones-
Hblo [owe BepeT MPaKTUYeCKU O6bIYHbIN 06pa3s YU3HMU.
Bce, 4TO MM HEOBXOAMMO, — 3TO COBNIOAATbL PEXUM BBEE-
HWSA NpenapaTa 1 perynspHo NpoxoauTb obcrnefoBaHuUs.
Hawa 6polopa MO3HAKOMUT Bac C CaMblM BaXHbIM,
YTO HY)XXHO 3HaTb O 3aboneBaHuK, YTOGbI MOHMMaTb €ro,
3PPEKTMBHO NPOTUBOCTOATL U 6N1ArOMNOYyHHO XUTb.

Bcerpga c Bamu, Baws BOO3
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HaKorJieHne

BonesHb [owe - 3To HacnecTBeHHOe 3aboneBa-
Hre. OHO OTHOCUTCSH K rpyrnne JIM30COMHbIX bones-
Hel HakorneHus (NTIEH). CaM TepMUH 06bACHSET,
4YTO NPUYMHON 3ab0NeBaHUs ABNSETCSA HaKOMeHWe,
a opyrvmMu cnosamm — U36bITOK HEKOTOPBIX
BELLEeCTB B /IM30COMaXx.

Mouyemy Bo3HMKaeT 60ne3Hb

[pu 60ne3Hn lowe CHMXaeTcs aKTUBHOCTb depMeHTa
. 3T0T depMeHT HeobXoanM, YTOo-
6bl pacLennaTb BELECTBO rtoKoLepebposng Ha
" . Ecnu pepMeHT He BbIMOHAET CBOIO QYHKLMIO,
TO raoKoLepebposng HakannnmeaeTcsa B IM30COMax KneT-
KW. 9TO HapyLuaeT paboTy TM30COMbI U KNeTKW. MpnynHon
pednunta PepmeHTa rnoKoLepebpo3npasbl ABAAOTCH
MyTauum B reHe GBA, KOTOPbIV M OTBEeYaeT 3a CUHTE3 AaH-
HOro depMeHTa.

YacToTa

Bbicokas pacnpocTpaHeHHOCTb OTMeYeHa y eBpeeB-all-
KeHasn - BbixogueB M3 BocTouyHoln EBponebl, rge vacTo-
Ta goxoguTt po 1 cny4vas Ha 450-1000 HOBOPOXAEHHbIX.
3TO camoe yacToe 3abonieBaHne B rpynne JIM30COMHbIX
601e3Hen HaKoMNeHNs.

1:40 000-
60 000

cpefHsasa YacToTa 6onesHu lowe

cpeln HOBOPOXOEHHbIX

Jlnsocomsl -

3TO YacTu KIETKN
(opraHensibl), OTBETCTBEH-
Hble 3a pacluenneHme
OTpaboTaHHbIX BELLEeCTB.

B nusocomax paboTtaeT
MHOXeCTBO 6eKoB-
depMeHTOB. ECnn pepmeHT
paet cbown, To paclye-
naeHns He MPONCXOAMT.

B pesynbTate BpefHble
BeLlecTBa HaKannmBalTCs

B In30CcoMax

Mem6paHa

JInzocoma

BonesHb lolwe Ha3BaHa

rno ¢amMunnu GpaHLy3cKoro
Bpayva Pununna Yapnesa
OpHecTa lowe

.. PepMeHTbI

6enku

TpaHcnopTHble

[MepBOOTKpbIBaTENNU
KneTku lowe

1882

Yapnbs SpHecT lowe nofpobHo onucan 6onesHb y na-
LMEHTKM C yBEeNMYEHHbIMU MEeYEHbIO N CENe3eHKOoN, elle
He npepgnonaras, YTo 3TO HacneACcTBEHHas NaTONOr .

1965

[okTop Pockoy O. bpangn n ero cotpygHuku ns Haum-
OHanbHOro MHCTUTYTa 3goposbs (CLUA) mokasanu, 4Tto
NPUYNHOW HaKOMMeHUs rnoKouepebpo3vpa sABnseTcs
HefoCTaTO4YHOCTb  pepMeHTa  rnoKoLepebposnaassl.
3TN nccrnefoBaHUs Nernyv B OCHOBY pa3paboTku apdek-
TUBHOIO BMAa fevyeHus - GepMeHTHOW 3aMeCcTUTEsNbHOM
Tepanuu, KoTopas NpUMeHsieTca B Tepanuu BUcLepasb-
HbIX MPOSIBNEeHU 6onesHn Mowe | Tvna.



[NMpoaBneHuUs

U CUMITOMDI

[Mpv HegocTaTKe GepMeHTa roKoLepebpo3naasbl
B JIN30COMax He pacLlennseTcs BelwecTBo
«FMOKOLepebpo3na», OHO HaKamnIMBaeTCs B PasHbIX
KneTKax, Ho MperMyLLEeCTBEHHO B Makpodarax,
KOTOpbIe Mo Mepe n3aMeHeHUs Mopdonormm
yBenuunBatoTcs B pasmepe. IMEHHO U3MeHEHHblIe
MaKpodaru nony4Ymnm HasaBaHue «kKneTku frowen.

MakcumarnbHas KOHUEeHTpauuna nx HabnogaeTtcsa B cene-
3eHKe, KOCTHOM Mo3re U nevyeHun. Knetku lowe MOTyT Ha-
KannmeaTtbCA N B J'IVIMd)aTI/I‘-IECKOVI CNCTeMe, NNerknx, Koxe,
rnasax, novkax, cepgue HepBHOIZ cucrteme.

[naBHble MULLEHU

HakonneHue knetok lowe B cene3eHKe Bbi3blBaeT ee
yBennyeHne (CI'IJ'IeHOMeFaJ'II/IIO) M MOBbIWEHHYIO aKTuB-
HOCTb OpraHa. Pa3Mepr cene3eHKn MoryT yBenM4YnTbCA
B 25 Pas3, n3-3a 4ero XmMBOT BbIMMAOUT KaK npu N36bITOY-
HOM Bece nnu 6epeMeHHOCTI/I.

«AKTMBHaA cene3eHKa»

AHeMusl. YpeamepHas aKTUBHOCTb CeNe3eHKU MOXKeT
NMPUBECTM K aHeMUU, CNTaboCTU, NMOCKOJbKY OHa HayuHa-
eT YHUYTOXKaTb 3PUTPOLUThI BbICTpEe, YeM OHU MOCTaBAT
KUCNOPOL, B OPraHu3M, a TakXe MPUBECTU K CHWKEHUIO
KONMyecTBa TPOMBOLMTOB B KPOBU (3TO COCTOSIHME Ha3bl-
BaeTca TPOMBOUMTONEHNEN).

[leyeHb, ceneseHka,
KOCTHbIW MO3T - INaBHble
MULLEHN BonesHun Mowe

KpoBoTeueHusl. YMeHblleHVe KonnMyecTBa TPOMGOLM-
TOB yXypALlWwaeT CMOCOB6HOCTb KPOBW CBEPTHLIBATLCS, YTO
yBeNMYMBaeT TEHAEHUMIO K KPOBOTEYEHMSM, MO3TOMY
y NauuneHToB ¢ 605e3Hbio [oLwe ropasgo valle, YeM y Apy-
rux niofen, MoryT pa3BMBaATbCH TSXKeNble HOCOBblE KPO-
BOTEYEHMS, MeeTCs KPOBOTOUYMBOCTb AECEH, Yalle obpa-
3YIOTCS CUHSIKW Ha Tene Npyv MUHUMaNbHOM BO3[EeNCTBUU
VnNn gaxke 6e3 Hero. MeHCTpyaLnn Y XXEHLMH MOryT 6biTb
6onee 06UNbHBIMU N MPOAOMKNTENBHBIMU.

ConpoTtuBnsieMocTb UHPEKLUSAM CHUIKaETCH. ITo
NPOUCXOAUT N3-3a TOro, YTO NPV yBeNn4yeHUn GyHKLMOo-
HaNbHOW aKTMBHOCTU CEeNe3eHKU MOXET CHMKaTbCS KOMU-
4ecTBO 6enblX KPOBSIHbIX KNeToK (neikouuTos). Koneba-
HWS UX KONMYeCcTBa ABNAIOTCH eCTECTBEHHbIMUI, HanNpumep
npu 6aKkTepuanbHOW WM BUPYCHOW MHPekumn. OpHa-
KO COKpalleHne 4yucna NemkouuMTOB MOXET YMEHbLWNTb
1 CMOCOBHOCTb OpraHn3ama ConpoTUBAATLCH MHDEKLUSM.

MeyeHb B pesynbTaTe HaKOMMEeHUs KeTok lole Toxe
yBeNMYMBaeTCs B padmepax. ITO COCTOsIHME Ha3biBaeTCs
renatomeranueit. PyHKLUS nevyeHu cTpafaeT B MeHbLUei
cTeneHu, 1 GOPMUPOBaHUS NMEYEeHOUYHOM HefoCTaTOYHO-
CTU, KaK NPaBusIo, B 3TOM CJly4ae He MPOUCXOMT.

OpHako HakonneHve KneTok [olle MoXeT NpuUBOAUTb
K 06pa3oBaHUI0 COeOMHUTENbHOM TKaHW B MeyYeHn -
K LUMppo3y, GOPMUPOBaHUIO MOPTaNbHOW rUNepTeH3un
(noBbllWeHNe [faBneHUs B BOPOTHOM BEHE), YTO Hapsady
C TpombouuToneHuel co3naeT Yyrposy XKenyao4yHO-Ku-
LLIEYHOrO KPOBOTEYEHUS.



i bBone3Hb bone3Hb

lowe | TUNa “ , lowe Il n lll TINOB
— Bbipa)eHo =
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MoyeMy nauueHTsl
anyoTtcst /

Ha YCTaJlIOCTb
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nopa)keHue 2
HEepPBHOM CUCTEMbI i
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YeM ypeBaTa «aKTUBHas cenieseHKa»?
CDyHKLI,VIVI cefle3eHK - 3TO OenoHnpoBaHMe KpoBU, ne-

\

pepaboTka CTapbiX 3pUTPOLUTOB (KpacHble KPOoBsiHble

I

KﬂeTKI/I) n TpOMGOLlVITOB n Bblpa6OTKa aAHTUTEN U MOHOUU-

TOB, KOTOpPbIe 3alullaoT OT I/IH(‘DEKLI,I/II/I. Ecnu cene3eHka
KocTHble 60nu

CTaHOBUTCS YpE3MEPHO aKTUBHOM, OHa MOXET paspyLuaTb §
3pUTPOUMTLI BbICTPEE, YeM OHU BbipabaTbiBAOTCSH, YTO U KpU3bl

NPUBOAMNT K aHEMUN. pes3kas 6onb

SPUTPOLMTLI OYEHb BayKHbI /191 YeNIOBEKA: OHM NepeHocaT B KOCTSIX C IMXOPaaKOomn 3apgepikKa

KWUCNOPOA M3 NEerkux rno Bcemy opraHusmy. Mpu aHeMum M MOKPaCHEHMEM, NCUXOMOTOPHOIro Oedopmauumn

NX He XBaTaeT, M TKaHW 1 OpraHbl CTPagaloT OT KUCIoPoa- Dt CHWKEHMEe MUHepanbHOM pa3BuTUN cKeneTa

HOM HEOCTaTOYHOCTH, YTO BbI3bIBAET BLICTPYIO yTOMASAE- YBenuyeHue MIOTHOCTU KOCTEW, HapyLleHne CKOJNO3,

MOCTb. BOT no4yeMy naumeHTbl ¢ 60e3Hbio Molle, y KOTo- ceNle3eHKU U NeYeHn naTonoruyeckme BbICLLMX KOPKOBbIX nedopmauunm

pbIX MOpa)KeHa cefie3eHKa, YyBCTBYIOT ClaboCTb. renaTtocrnsieHoMeranms nepenomsl yHKUNA rPYAHOM KNEeTKn

DenaTb N1 xupyprudeckyio onepaumuio? ‘
,D.O TOro Kak CTaJla BO3MOXHa CbepMeHTHaFl 3a-
MeCTUTeNlbHaga Tepanud, y nauneHToB 4acTo yaa-

NANN yBe/IM4YEHHYIO CeNne3eHKY. OTa xvpyprumye-

CKasi npolefypa HasbiBaeTCs CrIeH3KTOMUEN. AHeMus, Mo3)eukoBbie Cynoporu,

Ho nocne cnieHaKToMUKM KneTku Mfowe HaymHanm KPOBOTOYMBOCTb SKcTpanupamMupaHbie HapylieHus MMUOKJTIOHUU
6onblle HaKanIMBaTbCs B KOCTHOM MO3re, Moa- reMopparmyeckmim CUMIMTOMBI HapyLleHus KpaTKOBpPEMEHHOEe
TOMY MPWY COBPEMEHHOW Tepanuu CrfeH3KTOMUSA CUHOPOM, rUMepKMHe3bI KOOpAMHaLuM CYOOPOXHOE

He peKkoMeHAyeTcs AN8 neveHus 6onesHu lowe. TpOM6OLI,VITOI'IeHl/I9| NI TMNMOKNHE3bI OBWMXeHna nogeprmBaHe MbillL,




OpHO 13 CNeacTBUN HapyLUEHWI
rneyYyeHn - obpasoBaHMe KaMHel

rneyeHu npu 6onesHu lowe

Y 60MbLUMHCTBA MaLUMeHTOB C 60/1e3HbIo [oLLe KOCTW BOB/e-

KaloTCs B MaToNornyeckumi npowecc. 3To COCTOsIHUE 06bIY-
HO MporpeccupyeT 1 obyCrnoBANBaET TSXKECTb COCTOSHUS
BOJbHbIX.

B kocTsx Makpodarm pacnonoxeHbl B KOCTHOM MO3re
B LleHTpe Tpy64aTbiX KOCTen. HakonneHue KneTok lowe
NPUBOAUT K HapYLLUEHUAM KPOBOCHaBXEHUS KOCTU U Mpo-
LleccoB 06HOBMEHWS KOCTHOM TKaHW. 9TO YpeBaTo 06paso-
BaHMEM O4YaroB paspyLUeHUs KOCTHOW TKaHW BCNeacTBme
HenHMEKLIMOHHOro BOCMNaneH1s — acenTmyeckoro Hekpo3sa.
MpoucxoanT CHUXEHME MUHepabHOM NTOTHOCTM KOCTHOW
TKaHW — OCTEOMNeHWs, YTO CO3[aeT NPefnoChIIKN K BO3HUK-
HOBEHMIO NePENIOMOB.

BoBneueHne KocTer B NaTonornMyecknin npouecc npu 6o-
nesHu [oLwe MoXKeT NPUBOANTL K 06pa3oBaHNI0 aHOMasbHbIX
Y4YaCTKOB YMNIOTHEHUSI KOCTHOM TKaHU — CKNepo3y BOOIb
CTePXKH$ KOCTW. ELLie 0VH BapnaHT — CTPYKTYPHbIE N3MeHe-
HWS, KaK YM/IoLEeHMe BEPXYLLKM FONOBKY 6efpeHHOM KOCTH.
CneumpuyeckM N3MeHeHMeM KOCTen npu 6onesHn Mowe
ABNSeTCA YTONWEHNE ANCTaNbHOro OTAeNa 6epeHHbIX Cy-
CTaBOB (OKOMO KOJEHHbIX). TaKoe ABMeHe HOCUT Ha3BaHWe
«aedopMauma B popmMe Konbbl prieHMeriepar, Tak Kak Ha
PEHTreHONIOrMYeCKOM CHMMKE KOCTb HarMmoMWHaeT Konby.
Heobbl4Hast popMa yKasbiBaeT Ha HapyLLeHne obpas3oBaHNA
HOBOW KOCTM (MpoLEecc peMoaenMpoBaHns KOCTe) B OTBET
Ha NpUCyTCTBME KNeTOK loLle B KOCTHOM Mo3re.

B YKENTYHOM My3bIpe, YTO MOXET CTaTb
O[HVM U3 MPOSIBNEHN AUCHYHKLNN

[1ns 30opoBOM KOCTU
XapakTepHa Kpyrnas ¢opma.
KocTb, nopaxeHHas 6ones-
Hblo [oLle, MOXeT UMeTb
pacnoLeHHYo GopMmy,

4YTO BefeT K HapyLLeHUIo
paboTbl cycTaBoB

BpaliH - nepBbIn

naLueHT, KOTOPbIN
nony4mn GepMeHTHYo
3aMecTUTEeNbHYIO Tepanuio

({4

A1 BbIPOC C OLLyLEeHNEM
TOro, 4YTO S OTNINYaIOCh
OT APYruX; 4TO 1 He Mory
3aHUMaTbCS CMOPTOM U YTO
1 MeHblLIe BCEX B CBOEM
Bo3pacTe. { BbIpOC, HEHaBU-
L5 MOATSHKKN, KOTOPbIE MHE
NPUXoaNN0Ch HOCUTb, YTOGI
NnoaOepXKMBaTh LUTaHbI
Ha OrPOMHOM »unBoTe”

L

OT HECKOJIbKUX YacoB
[10 HECKOTbKUX AHEM
MOTyT NMPOAOKATbCS
VHTEHCVMBHbIe 601
Mpwv KOCTHOM Kpunse

KOCTHbIE KPpU3bl

KocTHble KPW3bl BbI3bIBAOTCA OCTPbLIM HapyLlleHeM Kpo-
BOCHabXXeHUst KOCTU — ULLEMUEN, YTO npoasngeTcsa npu-
CTYynoM O4eHb MHTEHCUBHOM 60nn. OHU MOryT OJNINTbCA
OT HECKOJIbKMNX YaCOB O HECKOJIbKUX p,He|7|.

LHpyrme BO3MOXXHble CUMIMTOMbI

K HMM cneuuranucTbl OTHOCST LienbliA
psa NposiBNeHun:

- 3aiepXKKa pocTa - AeTu ¢ 6one3Hbio MoLe, KOTopbIX
CBOEBPEMEHHO He NeYnsin, MoryT pacTu MefiieHHee, YeM
VX 300POBbIE CBEPCTHUKMY;

-> 3aflepXXKa NosIoBOro pasBuUTUA 19 AeBOYEK, KOTOpble
He nony4unu ne4vyeHune, - y HUX 0o no3gHero nogpocTKo-
BOro BO3pacTa MOryT OTCyTCTBOBaTb MeHCTpyaLunun;

-> CHUXXEeHWe anneTuTa CBA3aHO COo caaBfieHneM Xenynka
yBeNnn4eHHbIMMN cocegHUMN Cene3eHKOoM 1 NeYeHblo;

-> TSHKenoe nopaxeHue nNerkux ¢ passuTrnem JIero4Hom
rmnepTeHsnn n ﬂleaTeﬂbHOﬁ HeOOCTaTO4YHOCTU — pefKo.



unbl 6one3sHu lMowe

BbigensoT Tpu TMna 6onesHu lowe. 3To pasgeneHne
OCHOBaHO Ha KIIMHNYECKOV KapTUHE N OCOBEHHOCTAX
TeyeHus 3aboneBaHus.

FnaBHOe pasnuuue

[NaBHbIM OTIMYNTENBHBIM NPU3HAKOM SIBNSETCS NMoparke-
HUe HEPBHOW CUCTEMBI, YTO XapakTepHo ans Il un lll Tunos,
npuyem npu Il TMne oTMevaeTcs 6GbICTPOE Nporpeccupo-
BaHue npouecca, Torga kak npu lll Tvne 6onesHb passu-
BaeTCs MefIeHHO.

Tun |

BcTpeyvaeTcs valle apyrux ¢popm 6onesHu lowe u He 3a-
TparvBaeT HepBHYIO cUCTeMY. TeueHne Tuna | MoXeT BbiTb
PasnnYHbIM: Y HEKOTOPbIX 60MIbHbIX CUMATOMbI OTCYTCTBYIOT,
1 3TO NO3BOMSET NaLuMeHTaM BeCTU HOpMalibHbl 0bpa3
YXM3HW, B TO BPEMS KaK Apyrve MoryT UCMbITbiBaTb 3HAYN-
TesnbHbI QUCKOMPOPT U NPOABNEeHNs 60Ne3HN, HecyLyme
Yrpo3y XU3HW.

Tunbi 11w il

3T GOPMbI BCTpeYaloTcs PefKo — MeHee YeM y 1% Bcex na-
LIMeHTOB C 60M1e3Hblo [oLe. XapaKTepusyoTcs BOBNEeYEHNEM
B NMaTONIOrNYEeCKNM NpoLEecc HEPBHOW CUCTEMBI B AOMONHE-
HWe K cuMnToMam Tuna .

Mpw Il TMNe Nopa)keHre HePBHOM CUCTEMbI HabnogaeTcs
Ha NepBOM rofly XX13HW, 1 3TO 0Ha U3 Hanbonee THKeNbIX
dopm 3abonesaHnsi, NOTOMY YTO A/ HEE He CyllecTByeT
30 DEKTUBHBIX METOOB NEeYeHuUs.

Onsa naumeHToB ¢ TMNoM lll nepBble NpU3HaKK 3aboneBaHns
M CMMMATOMaTKKa CMOCO6HbI MPOSIBASATLCA B Pa3HOM BO3-
pacTe, 0HaKO XapaKTepHbl Mporpeccupytlolee TeveHne
U CHKEHME NPOAOMKNTENBHOCTU XU3HW.

BHe 3aBMCcMMOCTM OT TMNa

6onesHu lNowe 3abonesa-
HWe nporpeccupyeT

Il TN 6onesxu Nowe -
caMblii onacHbIV

IS
PaHo nposaBndaeTcA

g

BhicTpo pa3BrBaeTcS

)

Mnoxo nogaaetcs
nevyeHuo

acjiefloBaH

one3Hu low

Cuuntaetcs, 4To Ka)KD,bIIZ YeJioBeK ABMAeTCA HoCcuTenem
HECKOJIbKUX OeCATKOB reHOB, KOTOpble MyTUpOBanu,

TO €CTb UBMEHUNUCD. HeKOTOpre reHHble U3MeHeHUda

He OKa3blBaloT CYLLEeCTBEHHOI 0 BINAHUA, HO gpyrue
CMOCO6HbI BbI3blBaTb 60M1€3Hb. I3MeHeHHble nepeparTca
OT OOHOI 0 NOKOJIeEHNA K OpYyromy.

Kakolii reH nepepgaet 6onesHb?

[eH, oTBevaloLWMI 3a BbipaboTKy depMeHTa rniokoLepe-
6po3vaasbl (GBA), pacnonoxeH Ha MepBoi XpoMocome
(ayTocome).

Kak Mbl nony4yaem
reHbl OT pogutenen?

Becb reHeTMyeCcKnii MaTepman YesioBeK nonyya-
eT B MOMEHT, KOrfja anuekneTka obbefmHaeTcs co
crnepmaTo3onaoM, KOTopble HecyT B cebe no 23 xpo-
MocoMbl. [Tpy obbeAnHeHUU obpasyeTcs 23 napbl
XxpomocoM. Cpefint HUX 22 — OfIHAKOBbIE Y MYXYUH
N KEHLLMH (QyTOCOMBI), a napa MosoBbIX XPOMOCOM
OTINYAETCH Y XEHLUMH N MYXUUH. Y XEeHLWUH ABe
X-XpOMOCOMBI, @ Y MYX4nH — X-xpoMocoMa 1 Y-Xpo-
MocoMa. HenoBek nony4vaeT no fABe Konum Kaxporo
reHa ¢ ayTOCOMHbIX XPOMOCOM — MO OAHOW OT Ma-
Tepu n otua.



Kak nepepaetcs 6onesHb?
Mpwn 6onesHn MNowe obe KoM reHa M3MeHeHbl, No03TO-

My GEepMeHT He MOXeT HOPMasibHO QYHKLMOHMPOBaTb.
TakoW TN HacnegoBaHUs 601e3HN Ha3blBaeTCs @y TOCOMHO-
peLLeCCUBHbIM.

AyTOCOMHBIM MOTOMY, 4YTO FEH PACMOJIOXKEH Ha ayTocoMax
a He Ha NoJIoBbIX XPOMOCOMax. PeLieCCMBHbBIM, MOTOMY YTO
OfHOW 3[,0POBO KOMWUM FeHa AI0CTAaTOYHO, YTO6bl GepMeHT
rnoKoLepebposnaasa BeipabaTbiBancs B HEO6XO4MMOM KO-
nuyecTBe. [Npu peLLeccnMBHOM TUMNE HacNegoBaHUSA 60ne3Hb
NposiBASeTCS TONbKO B TOM Clly4vae, Korga HapylueHbl 0be
Konuu reHa. CnepgoBaTenbHO, POOUTENN NaumeHTa ¢ 6ones-
Hbto loLe caMu 300POBbI, OAHAKO MMEIOT OfHY M3MEHEHHYIO
KOMUIO FreHa 1 ofHYy HopMarnbHy10. Takoe coCcTosiHMe, Korfa
OfjHa KOMWS reHa ¢ MyTaumen, a BTopas 340poBasi, Hasbl-
BaeTCH HOCUTENbCTBOM 60/IE€3HU.

B Takol ceMbe BEPOSATHOCTb POXAeHUS pebeHKa ¢ 6ones-
Hbto lowe cocTaBnseT 25% BHe 3aBUCUMMOCTM OT rNona pe-
6eHKa. Ka[blih poauTesb B MooByto KNeTKy (aruexneTka
mMaTepu 1 crepMaTo3omns OTLa) OTaaeT OAnH Habop XPOMO-
COM, TO €CTb Y HOCUTENS B PaBHOW NponopLumn obpasyoTcs
MoSIOBbI€ KNETKU C UBMEHEHHbIM FEHOM U MOJIOBbIE KNETKN
C HOpMarbHbIM FEHOM roKoLepebposnaassbl. NMonyyaeTtcs,
4YTO B CEMbE, e 06a POAUTENS ABNATCS HOCUTENSIMU 60-
nesHu lolwe, BepOSTHOCTb POXKAEHWNS 300POBOIro pebeHka
cocTaBngeT 75%.
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Mpw kaxxgon 6epeMeHHo-
CTW BEPOSATHOCTb YHac-
neposaTtb 6onesHb lowe
He 3aBUCUT OT TOT O, 6bif
npepfpIgyLWwni pebeHok 60-
NleH Unu HeT. Ecnn B ceMbe
pOXXOaeTcs CblH UMY 0OYb
c bonesHbio lNowe, aTo

He 03Ha4vaerT, 4YTo cnepyto-
LA pebEeHOK He CMOXeT
yHacnepoBaTb 3abone-
BaHWe, PaBHO KaK U TO,
4YTO cnepyoLmii pebeHoK
6yneT 6oneH

AYTOCOMHO-peL.eCCUBHbIN

UM HacJsiegoBaHUSA

poponTenn
300pPOBbI, HOCUTENN
MyTaunm

6oneH

[laneko He Bcerga B ceMbe
0653aTeNlbHO OKa3biBaloTCA
nana-HocuTesnb U MaMa-
HoCUTeNb. KakoBbl MPOrHO3bI
Ha poXaeHue 300PpOBbLIX AeTel
npuv Apyrux cueHapuax?

300pPO0OBbI, HOCUTENN

MporHos 1: opguH poauTtenb 6oneH,

BTOPOM 3[0POB, HO ABNIIETCA HOCUTENEM

Ecnny ogHoro pogutens 6onesHb lowwe, a BTOpoy aBAseT-
CSl HocUTeneM, BepOSTHOCTb POXOeHUs pebeHKka ¢ 6ones-
Hblo Towe ysenuumnsaetca fo 50%. Bce 3poposble getu
BYAYT ABNATbCSH HOCUTENSAMU BONE3HN.

MporHos 2: oauH popuTenb 6oneH,

BTOPOW 3[0POB U He ABNSIETCS HOCUTENEM

Korpa oguH 13 pogutener nMmeet 6one3Hb lowe, a BTopo
ABNAeTCA 300P0BbIM, TO €CTb HE UMeeT ﬂecbeKTHOIZ Konuu
reHa v He aBJideTCa HoCcuTenieM, To BCe et ﬁyﬂyT 300p0o-
BbIMW, HO HOCUTENSMU BONE3HN.

lMporHos 3: oauH poauTeNnb — HOCUTESb,

BTOPOM — 340pPOB

B Takon cembe Bce pgeTu 6yayT 3popoBbl. BepoATHOCTb
poxaeHusa pebeHka-HocuTens coctasnseT 25%.



CTaHaBJ/IUBaEM

ANarHo3

BonesHb [olwe 3anofo3puUTh CroXHo. MiHorga ee
NPOSIBIEHMS MY TalOT C CUMNTOMaMmM ApYyrux
3aboneBaHuN.

Ucknio4yaeM yacTble CUMNTOMBbI

YacTo caMu naLMeHTbl, X CEMbW U JOKTOpa NpeanonaralT
6onee pacnpocTpaHeHHble 3a60neBaHNs: 60711 B KOCTSAX
1 cycTaBax CBA3bIBAOT C apTpUTaMU, U3MEHEeHUs B 06LLeM
aHanuae KpoBU U yBeNMYeHne CeneseHkKn — c remaTosno-
rMYecknMU 3a60MeBaHNAMU 1 Tak ganee. NMoaToMy BaXKHO
npoBecTu AnddepeHLnanbHyo OMarHoCcTUKY: No Mepe uc-
K/IOYEHUS «4acTbiX» 60/1e3HEN HAUMHAETCS MOUCK «PEaKMX».

OnpepeneHve guarHosa

TOYHbBIM AMarHO3 MOXHO NOCTaBUTb NPW MOMOLLM TECTa, Bbl-
SIBNSAOLLEro aKTMBHOCTb pepMeHTa roKoLepebpo3npassbl
B KPOBW. Y 3[0POBbIX IOAEN TECT MOKa3blBaeT HOPMarbHYO
aKTMBHOCTb GPepMeHTa, KoTopas y NaLneHToB C 60N1e3HbIo
[owe 3HaunTEeNbHO CHWMXEHa. B HacToswee BpeMs nme-
0TCS YYBCTBUTESbHbIE METOAMKM (HanpuMep, TaHaeMHas
MacCc-CrneKTpOMETPUS), KOTOPbIE MO3BOMSIOT ONPefensTh He
TOJIbKO aKTMBHOCTb (PEePMEHTAa, HO M KOHLIEHTPaLMio Haka-
nnnMBaeMbix MeTabonmToB (MM3ochuHronMnnoos). O6pasip
KPOBM MOXXHO OTMPaBUTb B TabOpaToOpmio TaKXe Mo noyTe.

MopTeep)kpalowas reHeTUYECKas AUArHOCTUKa
npOBeﬂeHMe reHeTU4YecKowm OWNarHOCTUKMK, npum KOTOpOVI
BbIABMAOTCA MyTalun B reHe GBA, OKOH4YaTeNnbHO nopa-
TBepXXOaeT AnarHos. Bonbluoe 3Ha4yeHue TaKas AnarHocTtum-
Ka nMeeT ONnd reHeTM4eCKoro KOHCynbTUpoBaHUA CeEMbU.
MNocne BbiIABNEHUSA MyTaLI,VIVI pekoMeHayeTCcd NpoBeCcTU nUc-
cnefoBaHUA Ha HallMyma aTux MyTaLI,VIVI Y POAHbIX 6paTbeB
ncecrtep naymneHTa, YTOObI BbIIBUTb 3ab0neBaHMe Ha PaH-
HUX 3Tanax nnuv onpenesintb Ctatyc HocuTens 601e3HN.

CpoenaiiTe aHanm3 KpoBw

Ha aKTUBHOCTb GepMeHTa
rnoKouepebpo3ngasbl.

[Mpoba KpoBUM Ha crneuuanbHyo
KapTO4Ky-GUILTP MOXET

ObITb B35iTa B KabuHeTe Bpaya
1 oTnpaBfieHa ons aHanmsa

B Crnevumanm3npoBaHHbIN
Me[ULMNHCKOM LIeHTP

Onsa Tshxensix popMm
60ne3HK lowe MOXHO
NPOBECTU ANArHOCTUKY
npeHaTanbHy Unn
npenMnIaHTaLnoHHYo

OnpepeneHvie nM3ocOUHronn-
nupa-Lyso-Gbll ncnonbayetcs
Y ONs1 OUarHOCTUKM 60ne3Hn
[owe, N o9 MOHUTOPUHra
3GPeKTUBHOCTU Tepanum

[lononHUTenNbHbIE
obcnepnoBaHUS

MaLyeHTaM, X CEMbSAM U BpayaM HY>XHO B35Tb

Ha 3aMeTKYy, KaKue elle 06crnefoBaHusi MPoBOASTCS
L7151 MOCTaHOBKM AMarHosa «b6onesHb fowe» 1 Kak
UX MHTEepPnpeTUpoBaTh.

- O6wWunii aHanMs3 KpoBU. Y NauMeHTOB OTMeYaeTCs CHU-
YXEHWMe NpaKTUYeCcKM BCeX MokasaTenen - remMornobuHa,
3pPUTPOLIUTOB, TPOMBOLIUTOB U NENKOLNTOB.

- Y3/ nnn MPT 6pioluHon nonocTu. BeisBnsioTcs ysenm-
YeHHble cene3eHKa 1 NeyeHb, X 04aroBoe Nopa)keHune.

- PeHTreHorpadus KocTer NpoBOANTCA AN BbIABIEHUSA
M OLEHKU CTErMeHn MOopaxKeHUsi KOCTHO-CYCTaBHOW CU-
cTeMbl. [Mpn npoBefeHUn peHTreHorpadmm KocTen Mox-
HO YBMAETb paclIMpPeHns ucTanbHOW 4acTn Anadusos
6efpeHHbIX KocTel (Konbbl dpreHMeriepa), yrniolleHue
rofIoBOK 6efpeHHbIX KOCTEN, YHaCTKM Pa3pyLUEeHNs KOCTU
VNN YyYaCTKM YNIOTHEHNSA KOCTHOM TKaHW, a TakXe naTto-
nornyeckme nepenomsl.

> MPT. 3To nccrnepgoBaHve No3BosniseT ObHapyXuTb Ha-
YanbHble W3MEHEHWUSI MOPaXKeHUS KOCTeW: Ha CHUMKax
MOXHO yBMAETb MHOUNBTPaLMIO KOCTHOrO MO3ra.

> [eHcuToMeTpusi (M3MepeHue MAOTHOCTM KOCTHOM
TKaHW): OMpefensieTcs CHWKEeHWe MAOTHOCTU KOCTHOM
TKaHW — OCTEOMNEHMS NN OCTEOMNOPO3.

- WiccnepoBaHne ypoBHA XUTOTPMO3NAA3bl - PepMeHTa,
BblpabaTbiBaeMoro knetkamm lowe. Ero ypoBeHb 3Hauu-
TeNbHO MOBbILLEH Y MauneHToB ¢ 6051e3HbIo [oLwe.

-> OnpepeneHune nusochuHronunuaa-Lyso-Gbll. Takoe
VcCnefoBaHMe peKOMeHAyeTcs BCeM nauueHTam. 3ToT
nokasaTeslb MOXEeT MCMNoJfb30BaTbCs, KPOMe Toro, Ans
KOHTpONS 3PpHEKTUBHOCTY Tepanunu.



BCe O Teparuu

BonesHb lNowe okasanack nepeol cpeam 6ones-
Hel HaKoMneHus, AN KOTOpOK bbina paspaboTaHa
dbepMeHTHasa 3amMmecTUTeNbHaga Tepanus. OCHOBOM
Tepanum cTan HegocTalwmin GepMeHT.

CTaHpapT Tepanuu

B HacToswee BpeMs MOANPULMPOBaHHbLIN GepMeHT Npo-
V3BOAAT Ha KNETOYHbIX IMHUAX, YTO 3HAYUTENbHO YBENU-
YMBaeT BO3MOXHOCTW MNPOU3BOACTBA.

B Poccun 3apernctpmpoBaHo Tpu npenapaTta gnsa dep-
MEHTHOW 3aMecTUTenbHoM Tepanuu (P3T) 6oneaHu Mowe -
«Imurnouepasa», «<Benornouepasa» n «Tanurnwouepasa
anbda». 3TK NpenapaTbl PEPMEHTHON 3aMeCcTUTENIbHOMN
Tepanuu Ansa 6onesHu lowe NpUMeEHSIOTCS Yxe AnnTenb-
HO, NX 3QPEKTUBHOCTb U 6€30MacHOCTb f[OKa3aHsbl, ornpe-
[eneHbl MoKa3aHWs K Havany Tepanuu, paspaboTaHbl Npo-
TOKOJSIbl IeYeHUsI N HabiofeHNs 3a nauneHTaMm.
OcHoBHas cnoxxHocTb P3T 3aknto4aeTcs B TOM, YTO npe-
napat BBOAUTCS TO/IbKO BHYTPMBEHHO 1 B Ha4ane neyeHus
TOJbKO B YC/IOBUSX CTaLMOHapa.

HoBble pa3paboTku

Tepanus NOCTOSHHO pa3BMBaeTCs, B TOM YMCNe C Lenblo
06/1erynTh fIeveHne naumneHTa.

MHbekuun unm Tabnetkn? BenyTtcs paspaboTky npena-
paToB B BUAE TabfeTok.

Cy6cTpaTt-peayumpyiowmii nogxop. 370 elle OauH Noa-
XOfl K Tepanuu, 1 OH peasin3oBaH, YTo6bl He 3amellaTb
depMeHT, a YMeHbLLINTbL KONMYecTBO roKoLepebposnaa,
KOTOPbIA HY>XHO pacllenniaTe. Takon BUA, nevYeHns nony-
4N HasBaHue «cyb6cTpaT-pefyumpytouiero». KnuHude-
CKME VCMbITaHNSA MoKasanu yMepeHHylo 3pdeKTUBHOCTb
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1x2x00
npenapaTbl @3T npwn
6onesHu [owe BBOOATCSH
OfOVIH pa3 B fBe Hegenu
B TEYEHME BCEW XXU3HU

OfHMM 13 MepBbIX NauueH-
TOB, MONY4YMBLUNX 3aMe-
CTUTENbHYIO GEPMEHTHYIO
Tepanvio oT AoKTopa
Bpengu v ero koMaHgbl,
ObI/T Marnb4ymK No UMeHN
BpanaH BepmaH, KOTOpPbIN
cenvac saBnseTcs npesu-
[OEHTOM U rnaBHbIM UCMNON-
HUTE/bHLIM OUPEKTOPOM
HaunoHanbHoro

doHpa lNowe

]

306

MepBas uaes — BOCMOSIHUTb HEAOCTaTOK
Y nsobpeTteHnsa Tepannm s npoTUBOCTOSHUS 60-

nesHu lowe 6bina cBos UcTopus. JIorMyHo npep-
NOSIOXMUTb, YTO €CNN He XBaTaeT GepMeHTa, TO ero
HY)>XHO [OCTaBUTb B OpraHusMm. MsHavanbHO uc-
nosib30oBasncs 4YenoBeyecknin GepMeHT, BbloefeH-
HbIW U3 NnaueHTbl. MNepBbi NpenapaT 6bin 3aperu-
ctpuposaH B CLLUA B 1991 . OH rnokasan BbICOKYIO
3PPEKTUBHOCTb Y MaUMeHTOoB C bonesHbio [owe
| TNa: oTMeYanuch 3Ha4YMMoe yMeHbLLIEHME pa3Me-
POB Cene3eHKU N NeyYeHn, NoBbILLIEHVE KONNMYecTBa
3PUTPOLIUTOB U TPOMBOLIUTOB B KPOBW U yry4LLEHME
COCTOSIHUS KOCTel. 3aTeM CTanu NPUMEHSTb FeH-
HO-WH)XEHEPHbIN Npenapart, NoNYyYeHHbIA U3 KyNb-
TYpPbl KNETOK.

OpHako npenapat Mano addeKTUBEH B OTHOLLIEHUMN
HeBpornoruyeckmx nposieneHun npu Il n il Tunax
6one3Hn [lole, MOCKOMbKY BBOOAUMbLIV GEPMEHT
He Mor nMocTynaTb B FOIOBHOWM MO3r, rge nMeeTcs
cneunanbHbIi 6apbep Ans 60nbLMHCTBA 6ETKOBbIX
coefiHeHu (reMaToaHLedanMyeckunin bapbep).
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npenapata. B HacTosilee BpeMss OH peKOMeHAOoBaH OJis
B3POC/bIX MALMEHTOB C YMEPEHHOW TSHKECTbiO CUMMTO-
MOB UM B C/ly4ae HEBO3MOXKHOCTWN P3T.

Bbina Hagexpa Ha ynyylleHne HeBPOIOrM4YecKor CUMMTO-
MaTUKUM Yy NaumeHToB ¢ Il Tunom 6one3Hun, NOCKOsbKY npe-
rnapaT NPOHWKaeT Yepes reMaToaHLedanniyeckunii 6apbep.
OpHako noka 60blon 3QPEKTUBHOCTM HE OTMEYEHO.

[eHHasa Tepanusa

MocTosHHO BeAyTCH MOMbITKM CO3[daHWs reHoTepanuu,
TO eCTb UCMpaBfieHUs reHa BHYTPU KNeTOK OpraHusma,
YTOGbI Te Havanu NPOU3BOAUTL NOSTHOLEHHbIN GepMeHT -
riokouepebposnpasy. HyxXHO MOMHWUTbL, 4YTOo TpebyeT-
cs AnuTenbHoe BpeMs OS19 BHeOpPeHUs reHHOW Tepanuu
B K/IMHNYECKYIO MPaKTUKY.

CuMnTOMaTMYeCKas Tepanus

OcTaeTcsa aKTyanbHOW ANS NauMeHTOB C 60NeBbIM CUH-
gpomoM. McrnonbsyloTcs obesbonvBatolme npenapatbl
1-1, 2-1, a MHorga pgaxke 3-1 NMHUKN BO BPEMS TSHXKesbIX
KOCTHbIX Kpn3o0B. Ha ¢oHe perynspHoro npuema oep-
MEHTHOW 3aMeCTUTENIbHOW Tepanun NOTPe6HOCTb B 06e3-
60NMBAIOLLMX 3HAYUTENBHO YMEHbLIAETCS.

Ha6nogeHve naumeHToB

MaumeHTbl ¢ 60Me3HbIo [owe HaxooAaTCs NMOA MOCTOSIHHBIM
OVHaMUYecKnm HabnopgeHveM. PerynapHoe o6cnepoBa-
HUEe NO3BONSET BbIIBUTb NMEPBbIe KITMHNUYECKNE CUMIMTOMBI
1 onpegennTb NokasaHus K nposegeHmo O3T.

Ha ¢oHe npoBepeHus Tepanuu 06s53aTeflbHO KaXXfable
3-6 MecsLeB NPOXoAnTb 06cnefoBaHUSA AN OLEHKN ad-
GEKTUBHOCTM U KOPPEKLUM Tepanuu. 9To AUHAMUYECKOe
HabrnofeHne [OMKHO BKIIOYaTb B cebs paf npoueayp:

< OCMOTp MaumeHTa C OLEeHKOM pocTa U ero CKopocTH,
CTafuu NonoBOro Pa3BUTUS, MOPaXKEHUsI KOCTHO-CYCTaB-
HOW cUCTeMbl (OrpaHMYeHne OBUKEHWI B cycTaBax) 1 60-
neBoro cuHgpoma. MokasaHneM K HasHayYeHuo Tepanuu
npu JoKa3aHHOM fuarHose 6onesHu lolwe SBNATCS crne-
LyloLMe KNMHUYeCKMe NpU3HaKK: MopaXxeHne KocTel, 3a-
LlepyKKa pocTa Unv 3afiepiKka NosioBOro pas3BuUTHs;

[TokasaHus

K Havany
3aMeCcTUTENbHON
Tepanuu

remMorno6uH
<80 r/n
TPOMOOUUTHI
<60 TbiC./MN
NENKOLUTI
<3 TbiC./MN

> obwuin aHanns KposM (Kaxkable 3-6 Mecsues) Ons
onpepeneHus ypoBHS reMornobuHa, konnyecTsa TPOM-
60UNTOB, 3PUTPOLMUTOB U NenKoumToB. Ha doHe Hauva-
na 3aMecTUTENbHONM Tepanun yBenn4yeHue KonmyecTBa
TpoMbouuntoB B 1,5 pasa nponcxoguT y 6GOMbLUMHCTBA
NaumMeHTOB K KOHLLY MepBOro roga Tepanun, a BOCCTaHOB-
neHne reMornobmHa [0 HUXHEW rpaHunLbl HOPMbl K KOHLLY
BTOPOro rofa tepanuu;

<> MPT/Y3W 6ptoLiHoi nonoctu (Kaxable 6-12 mecaues) -
C OLEHKOW pa3MepoB Cefie3eHKM U rnedeHu. NokasaHu-
eM K Havyany pepmMeHTO3aMecTUTENIbHOW Tepanun ABNS-
eTca yBenu4yeHne ceneseHkn Unu nevyeHu 6onblie yem
B 2 pasa OT BO3pacTHOM HOpMbl. Ha ¢oHe Tepanum oT-
MeyaeTcs yMeHblleHVe pasMepoB neveHnm Ha 20-30%
B NepBble iBa rofa evyeHns N yMeHblUeHne pa3mepoB ce-
neseHku Ha 30-50% K KOHLy NepBOro rofa nevyeHuns.
MpoBeneHne MPT Ons oueHKM U3MEHEHUN KOCTHOW CU-
CTeMbl MPOBOANTCH Kaxkable 12 MecsiueB. Ha ¢doHe Tepa-
MMM OTMeYaloTCsa 3HaYUTENIbHOE CHWMXEeHWe 6onen B Ko-
CTSIX, YMEHbLUEHNe 4acToTbl U MHTEHCUBHOCTU KOCTHbIX
KPWU30B y)Ke K KOHLYy MepBoro roga tepanuu. MNosbiweHne
MAOTHOCTM KOCTHOW TKaHM OTMeYaeTCs K KOHLy BTOPOro
rofa HenpepbIBHOrO Nle4YeHUs;

- onpefenseTcs ypoBeHb XnuToTpmosungassl n Lyso-Gbli,
ecnu o Hadana fleyeHus onpepensannch BbICOKME MoKa-
3aTenu depMeHTa, Kaxgple 12 MecsiueB Ha GoHe nevyeHus
ONs OLEeHKN 3PDEKTUBHOCTU U KOPPEKLIMKU Tepannu.

[OnHaMyKa cCOCTOSAHUS ceneseHkn 1 nevyeHn Ha doHe P3T

[o Hayana Tepanuu

> %2

Yepes 1rog Yepes 2 roga

30-50% 20-30%



eKapCTBeHHOM

3aboneBaHue BKIIIOYEHO B defiepanbHyto
nporpamMy «Bblcoko3aTpaTHble Ho3omorumn» (B3H).
370 nporpamMma ¢ UHaHCUpPOBaHUEM U3 defe-
panbHOro 6O)KeTa, YTO ABNSETCH HaeXXHOM
rapaHTueln nNony4yeHus npenapaTtos.

CeropHs no aTon nporpaMme o6ecrneyrBalTCs
B3pOC/ble NauVEeHTHI.

Kak nony4alot ne4yeHue naumeHTbl go 19 ner

Hetn ¢ 2023 ropa nony4yaroT Tepanuio 3a CHET CPeACcTB
doHpoa «Kpyr pobpa», HO MexaHM3M Mofadn 3asfBOK
1 opraHmM3alms npouecca neKapcTBeHHOro obecrneyeHus
HE N3MEHUNUCD.

Kak nony4aloT npenapatbl B3pOC/ible NauneHTbl
MUHUCTEePCTBO 3apaBooXxpaHeHns PP yTBepxaaeT o6b-
eMbl MOCTaBKM B paMKax nporpamMmsl B3H Ha ocHoBaHuUM
3asBKU, exerogHo GopMupyemMort MMHUCTEPCTBOM 3pa-
BOOXpaHeHUs cybbekTa PD. OHO e ocyLecTBASeT MOHU-
TOPUHI OBUXEHUS U ydyeTa NeKapCTBEHHbIX MpernapaToB
B cy6bekTax P, a npu Heo6XOAMMOCTM COrnacoBbIBaeT
3asBKM Ha nepepacnpefeneHne NeKkapCcTBeHHbIX npena-
paToB Mexpay cybbeKTaMu.

20 gHen

B TaKoOW CpOK, He bornee,
OOJKHbI MPOUCXOANTb
Ha3Ha4yeHne 1 oTnycK
NIeKapCTBEHHbIX Npena-
paToB NaumneHTy, nocne
TOro Kak ero BK/IYUAn
B PErmoHanbHbIn
cermeHT Pefepanb-
HOro perucTpa
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PekomeHpgyem
Mosly4nTb Ha3Ha4YeHne
NeKapcTBEHHOro
npenaparta B Mefu-
LIMHCKOWM opraHusaLmu,
crneuvanuanpyoLencs
Ha BalleM 3abofieBaHNU
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[aTa BkoYeHUs nauu-
€HTa B PermoHasnbHbIN
cerMeHT ®PepepanbHOro
pervcTtpa gomKHa bbiTb
3apunKcupoBaHa
nevalimm Bpayom

B MeAMLMNHCKOM KapTe
aMbynaTopHoOro

60/1IbHOro NN B ncrTopumn
pPas3BnUTUA DEGEHKa

9rtan 1. HasHa4yeHue Tepanuu U BHeCeHUe faHHbIX
B pervoHanbHbiii cerMeHT PefepanbHoOro peru-
ctpa B3H

Ha atom aTane HeOGXOp,MMO noNy4ynTb Ha3HadYeHune Te-
panun. |_|0CKOJ'Ibe cenvac OOCTYMNMHO HEeCKOJIbKO ne-
KapCTBEHHbIX MpenapaTos, HeO6XOp,VIMO B npouecce
KOHCYynbTauunn Oﬁcyp,VITb C Bpa4yoM 3TOT BOMpOC. Ecnun
B MeMUUNHCKUNX OpraHn3aumnax no MecTy XuTenbCcTBa na-
LUMneHTa CywecTBylOT COMHEHUA B no,q60pe Tepanuu, To
KOHCUIMyM, B TOM 4ucrne (‘DeﬂepaﬂbelVl, ABNAETCA BaXK-
HbIM LLAroMm, 4Tobbl 3allUTUTb NpaBa NauneHTa N NoMoYb
BpayaM. |_|pl/l HeOGXO,D,VIMOCTVI ona nonyyvyeHnsa pekomMeH-
Aauuii MoryT 6biTh MPOBEAEHbI AUCTaHLMOHHan (Teneme-
AMUMHCKas) KOHCYNbTaLUMs WU KOHCUAUYM C depeparb-
HbIM LLEeHTPOM.

BTopoli BakHbIV War - faHHble 0 NaLUMeHTe OOMKHbI 6biTb
BHeCeHbI B perI/IOHaJ'IbeIVI CermMeHT LDep,epaanoro pern-
cTpa B3H B cpok He 6onee 5 pabounx gHen co gHsA 06-
palweHna naymeHTa ¢ yCTaHOBNE€HHbIM AMarHO30M B Me-
OVULMNHCKYIO OpraHun3auuto No MecTy ero XutesibCctea nnmn
rnpebbiBaHUS.

3Tan 2. Opo6peHue 3asBKM peruoHa

Kaxgbiv rog Ao 1 Hosi6psi permoHbl NpeacTaBnsaoT B MUHM-
CTEpPCTBO 3[paBOOXpaHeHns Poccum 3asiBKM Ha NOCTaBKY
neKapcTBEHHbIX npenapaTtoB. MuH3gpas PP dopmupyet
KOMMCCUIO MO PacCCMOTPEHMUIO 3asBOK, KOTOpasi Ha CBOEM
3acefaHnn o6CcyXKaaeT UX U NPU HEOBXOAMMOCTU KOppPeEK-
TupyerT. MNMocne ofgobpeHns NPOUCXOQUT 3aKyrnKa npena-
paToB.

9tan 3. MNony4yeHue npenapaTta B anTeke

B permoHe

[Mocne npoBefeHnsa Bcex npouenyp, CBA3aHHbIX C 3aKyn-
KOW 1 pacnpepgeneHreM npenaparta B permoHbl, nauneHTbl
MMEIT BO3SMOXXHOCTb MNONY4YUTb NNEKaPCTBO B afTeke.



[a, 6bIBaeT, 4TO OT naumeHTa ¢ 60ne3Hbio [oLle cambie 06bbI Hble
OEeNCTBUSA HauMHalOT TpeboBaTb 60/bLINX YCUAMA. OAHAKO NPOCTO HYXXHO
HanucaTb ans cebs HOBbIV CLeHapUiA.

Y Bac HayHeTcsd BTOpasi, He MeHee NoSHOLEeHHas XN3Hb, eC/N Bbl NpUMeTe
CBOW AMarHos3 v BbibepeTe NpaBuiibHbIE Harpy3Ku, NPaBUsibHbIM PUTM XKUSHW.
HaxoguTte 3aHATMS, KOTOPbIE MOOXOAAT A8 Ballero COCTOSHUS, MO3BOIS
LMe CnpaBnsaTbCs C 3agad4aMu. ITO NPUHECET BaM PafoCTb HOBLIX YCHEXE
Balua cemb$, Apy3bs, Konnern 6yayT Moty Nno XuUs3HW BMecTe C BaMU. '



[Mcuxonornyeckue
npoo6naembl

[laumeHTbl ¢ 6onesHblo [owe u nx 6nmnakue cTon-
KHYTCS C MHOXXeCTBOM PU3NYECKMX, IMOLIMOHASb-
HbIX U COLManbHbIX NPo6nem.

Yto panbwe?

YacTo nocne NocTaHOBKW AMarHo3a BO3HMKaOT YyBCTBO
HEeyBEPEHHOCTU N BOMPOCHI - Kak 6onesHb byaeTt npoTe-
KaTb B JasibHelleM, Befib CUMMTOMbI MOT'yT pasnunyaTbCcs
Yy pasHbIX NauMeHTOB M BO3HUKaTb B Noboe BpeMsa. ITa
HeyBEepPEeHHOCTb [o06aBnseTcs K O6blYHBIM TPYAHOCTSAM,
C KOTOPbIMWU CTaNIKUBaETCH KaXAbl MpU COCTaB/IEHUU
KPaTKOCPOYHbIX 1 [OSITOBPEMEHHbIX M/1aHOB.

Kpome Toro, naumeHTbl ¢ 60ne3Hblo [owe 1 HocuTenu 6o-
nesHu lowe cTanknBarTCs C HEO6XOOMMOCTbIO MPUHATUS
TPYAHbIX PeLeHNn NpU CO30aHNN CEMbU U PeLLeHUN BO-
rnpoca o TOM, CTOUT N1 UMeTb AeTeln. Hanpumep, xBatnt
NN Yy TaKoro nauMeHTa XWU3HEHHbIX CUM, YTObbl MOAHATb
peTen? 3aTpoHEeT N UX eTen 3Ta 6onesHb?

Fae B39Tb CUMbl U BHUMaHUE?

Ewe ogHa npobnema cBsizaHa ¢ 6bICTPO YTOMNSEMOCTbIO.
HeKkoTopbiM OeTSM He XBaTaeT 3HePrum 1 BbIHOCITMBOCTH,
4YTOBbl UrpaTb CO CBEPCTHUKaMWU. IM TpygHO ocTaBaTb-
CSl BHMMaTEeNbHbIMU B KJlacCe UMM COCPEefoTO4YUTbLCS BO
BPEMs BbIMOSIHEHUS AOMalLUHero 3agaHus. Ona naumneHTa
c 6onesHblo [owe caMble ObblYHblIE OENCTBUSA TpebyloT
6onbluMX yeunui. OgHako 60MbLIMHCTBO Ntogen NoHnMa-
eT, YTO MOryT 3aHMMaTbCH HOPManbHOM AeATeNbHOCTbIO,
ecnu BblbepyT NPaBU/IbHbIM PUTM XU3HW 1 ByayT corna-
COBbIBaTb CBOW XXW3HEHHbIE MM1aHbl C CEMbEN, APY3bsiMU,
YUNTENAMU U [PYTUMUN OKPYIKAIOLWMMN UX NIOABMU.

)

[MToka nogpocTKn

c bonesHbio lowe

He OOrOoHST CBOMX
3[0,0POBbIX CBEPCTHUKOB,
Y HUX MOT'yT BO3HWKaTb
3MOLMOHaNbHbIE
npo6emsl

[eTtun c 3aboneBaHUaMu
4aCTO KOMMEHCUPYIOT TO,
4YTO OHM He MOryT genaTb,
NPeBOCXOACTBOM B APYrMxX
obnacTax. Bpaun n cembm
MOryT JencTBOBaTb BMeCTe,
4YTO6GLI ONpefenuTb, Kakas
VIMEHHO [eATeNbHOCTb
Hanbonee nogxoguT

TaKUM OeTsaMm

Kak cnpaBnsTbcs ¢ 6onbio?

Bonb BO3MOXHa Kak yMepeHHad, TaK U CUnbHad. Haan-
Mep, BO3HNKHOBEHME KOCTHbIX KDN30B MOXXET OrpaHUYnTb
HOPMaJibHYIO 0eATeNbHOCTb, faX<e JIerkne OBM>XeHnd cta-
HOBSATCS 6ONI@3HEHHbIMK, HapyLllaeTcsa COH.

Oco6eHHOCTH OTHOLUEHUS K AeTAM

[eTckuii cap v mnagwas wkona. Pogntenu n yvmtens
CKJTOHHbl OTHOCUTBCH K 6ONBHOMY pebeHKY KaK K ManeHb-
KOMY, MOCKOJbKY N3-3a 3aMef/IeHHOrO POCTa OH KaXeTcs
ropasfgo Mnafglwe CBOMX OLHOKJ/TACCHUKOB U MUMEET orpa-
HU4yeHus. KOHeYHo, yBennyeHHas nevyeHb Unm cenesexka,
CKJTOHHOCTb K MepenioMaM KOCTeN U Apyrme BO3MOXHbIe
CUMNTOMBI MPUBOAAT K TOMY, YTO AeTu ¢ bonesHbio lowe
MeHee MOABWMKHBI U HEe MOryT 3aHMMaTbCs rPynnoBbIMU
Bnpgammn cnopta. OfgHaKo OHWM MOryT HalTu gns cebs 60-
nee MOAXOfsLUIME 3aHATUS: Hanpumep, nnaBaHue, e3fa
Ha Benocuneae Uiy TaHubl.



MoapocTku

Y HMUX MOXEeT C 3arno3faHueM HayaTbCs nepmop, nosoBoro
CO3peBaHNA, XOTA BOMbLUMHCTBO 6nvKe K19 rogam AoroHs -
10T CBOMX POBECHMKOB. OfHaKO NOAPOCTKOBbIN BO3pacT -
3TO BPeMS, Korga npegcraBrieHre 0 caMoM cebe 1 To, Kak
Tebs NPUHNUMAIOT POBECHUKUM, O4YEHb Ba)XHO AN COCTOSA-
HUS MCUXMYECKOro 300POBbS.

O4yeHb BaXKHO NOAGOAPUTL OeTelr, OCOBEHHO C TSHKesnomn
dopmor 6onesHn lowe, 4TObLI pa3BMBaTb Y HUX UHTEpeC
K BHELHeMY MUPY U OeATeNbHOCTWU, NPMBMBaTb UM 3[0-
pOBble HaBbIKW ONS1 COLMANbHOM XU3HWU, TEM Bonee 4To
cerofHs 60bWMNHCTBO LLKON YXXe roToBO paspabaTbiBaTb
anbTepHaTMBHYIO OeSATeNbHOCTb W NPOrpamMmbl ANs geTen
C PU3NYECKMMWN OrPaHNYEHUSMMN.

3apauu ansa B3pocnbixX

POJJ,VITeJ'IVI, BOCMUTbIBad CblHa WKW [O04Yb C 60ne3Hblo
Fome, OOJDKHbI MOOWPATb UX y4acTue B WKONbHOM U cO-
LManbHOM XU3HW. A Bpaun U gpyrme mepuvumHCKue pa-
B6OTHUKMN MOryT MnoMo4b CeMbaM HalTM onTuManbHoe
peLleHne, 4TO6bI MPU3TOM COXPaHUTL 30OPOBbE pebeHKa, -
NMOCOBETYIOT OeATe/lbHOCTb, 6onblue COOTBETCTBYHIOLLYIO
BO3MOXHOCTAM pe6eHKa M B TO )XXe BpeMa CcBOAfALLYHO
K MUHUMYMY BO3MOXHbIN PUCK. KpOMe TOro, OHM MOryT
NMOMO4Yb COCTaBUTb Fpad)I/IK ne4vyeHna N KOHTpOn4, KOTOprl7I
COOTBETCTBOBAN 6bl CeMeIZHOMy pacnopsanky.

ConpoTuBneHne NpuHs-

TUIO farHo3sa 3aTtarmBaeTt
Hayano nedveHus. He Tepsinte
BpPeMeHU — 6os1e3Hb MOXeT
pa3BMBaTbCH, COCTOSAHUE
yxyguwatbed. Kak pesynb-
TaT, HeKOTOpPble U3MEHEHNS

B OpraHm3me MoryT cTaTb
HeobpaTUMbIMK

ConpoTtusneHue

U npuHAaTneE

B nio6om Bo3pacTe ¢ 3ab60/1eBaHNEM XUTb

TPYOHO, TEM BoJiee C XPOHUYECKUM. To xe

c 6onesHbio MoLwe, Korga naumeHTbl MOryT C TPYAOM
CMUPATBLCS C HEN Ja)ke OTpULaTb ee

1 OTKa3blBaTbCS BEPUTb, YTO MOCTOSAHHBIM

KOHTPOJIb U fle4eHre MOryT UM MOMOYb.

MepecTynuTe Yyepes cTpax

KpaTKkoBpeMeHHbI NPOTECT - 3TO HOpMasibHas peakuus
Ha CTpaxX U HeyBepeHHOCTb, KOTOpble COMYTCTBYKOT HO-
BOMY OMNarHosy. Ho OonunTesibHoe HernpuaTtue 6onesHn nnm
noAo3peHna Ha 60ne3Hb OKaXXyTca He6nar0|‘|p|/l$|THbIMVI
Oonga NnoCTaHOBKKM OMarHo3a n nevyeHund. Takow ncmuxonorun-
YyecKuin bapbep byaeT MewaTb NauMeHTy BOBpeMs Mpu-
6erHyTb K HEO6XOAMMOWN MEANLMHCKOM MOMOLLIN.

Ecnuv gpuarHos nocTtaB/ieH BO B3pOCJ/IOM BO3pacTe
JiogsiM, KoTopble BNepBble CTanu HETPYAOCNOCO6HbIMU BO
B3POC/IOM BO3pacTe, MOXET bbITb elle TpyaHee NpuHATb
avarHo3. OHM BCMOMUWHAIOT BPeMs, Korga nerko coBmellanm
CEeMbI0, Kapbepy 1 CoLMarnbHYI0 XX1U3Hb, MO3TOMY UM CIOX-
HO CMUPUTBLCH C GU3NYECKUMU OrPaHNYEHNAMMN, KOTOPbIE
MOryT NPensaTCTBOBaTb HE3aBUCUMOCTU, MOBUNBHOCTU
yenoBeka, 0COBeHHO Mpu Tsxkenow popme 6onesHun Mowe.
C [pyrow CTOPOHbI, HYXHO MOMHUTb, YTO TaK YCTPOEH Ye-
NTOBEK, 4YTO KO BCEMY HacTynaeT NpuMBbIKaHWe, a 3HauuT,
K HOBbIM CUMMTOMaM, KaK 1 K Io6oMY XXN3HEHHOMY U3Me-
HEHMIO, MOXHO afanTUPOBaTbCS U MPUBLIKHYTb, OTKPbIB
HOBYIO CTPaHULYy U MPaKTUYECKN He HYYBCTBYS CHUXEHUS
KayeCcTBa XU3HWU.



Baluu pecvpchbl

[MaumeHTbl ¢ 60M1e3HbIO [OLe N X CEMbU CEMOAHS
MIMEIOT CaMble pasHble BO3MOXHOCTU MOMOLLN —

B O6LLECTBEHHbIX OpraHu3auusax, rpynnax
NnogaepP>KKK, MPU MPOXOXKOEHNN MHOVBUAYANTbHON
1 CEMENHOM Tepanuu, C NPUMEeHEHMNEM
ornepaTyBHbIX PeCypCoB.

LleHTpbI
Onsa ouarHoCTUKMU
U Tepanuu

Mocksa

<> OIBHY «MIHLU»

<> ®OrAY «HauyoHasnbHbI MegULUHCKUIA
VccnefoBaTenbCKUM LEHTP 340POBbS AeTen»

<> OreY «HMUL, rematonorum»

- HAW negmaTpun n oxpaHbl 300poBbs AeTel
HKLL N2 2 (LIKB PAH)

Cankr-TeTep6ypr

PreY «HaumMoHanbHbIM MeAULMHCKAIA 3aboneBaHuM
nccnepoBaTefbCKUA LLEHTP UM. B. A. AnmasoBa» [opsayvas nuHUsA
+7 800 20106 01
HwxHuit Hoeropop www.rare-diseases.ru
- YHuBepcuteTckas KnnHuka ®reoyY BO «MMAMY» N2 Bce nmaumeHTbl ¢ 60ne3Hbio [oLle nonyyatoT leKapCTBEHHbIE
MwuvH3gpaBa Poccun npenaparbl 3a CHeT CpencTB rocygapcTaBa. 3710 perynupyetca
E E depepanbHbiM 3akoHOM N2 323 «O6 ocHOBax oxpaHbl 30POBbS
TomMmck 2 -"'!':E rpa)kgaH B Poccuiickor depepaumn».
- TOMCKWIA HaLMOHanbHbIN NCceAoBaTeNbCKUIA OeTtu v nogpocTku o 19 neT ¢ 6one3Hblo [owe nonyyatoT
MeIVLUHCKUIA LeHTp PAH E' neKapcTBeHHble npenapaTbl Yepes ¢oHp «Kpyr fobpanr.
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Bcepoccuiickoe obecTso
penkux (opgaHHbIX)
3aboneBaHum

MepguakomaHpga
EneHa 3aBbsinoBa
wed-pegakTop
AHppeti KyTbuH
OuvsanH

UpuHa YenenkuHa
pefAaKToOp-KOPPEKTOP
«[MpuHT CTyano»
nevaTb

R

Er PENKOE ATEHTCTBO

CTONKHYNUCb
C TPyAHOU cuTyauuen?

< X

3BOHUTE
Ha ropsivyio
nHuio BOO3

8 800 201 06 01
vooz@bk.ru

Bcepoccuiickoe
obLecTBo
op¢daHHbIX
3aboneBaHuM

ey



BUBJIUOTEYKA
«AKAQEMUA

PEAKUX BONE3HEMN:

OT A 10 A»

i

PEAKMWE
BONEIHM

Minogocpatemm-
YecKuid paxuT

MHbopMaLmsa OoT aKCNepToB ANSA XXU3HU N 300POBbA

- opdaHHble 3aboneBaHus - Tepanus
- CeKpeTbl HacNeAcTBEHHOCTU - coumarnbHasi mMoMoLb
- OMarHocTUKa < OMbIT NALMEHTOB U UX ceEMeN



