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1. YTO TAKOE BOJIE3Hb BJIAY/IOBEHWUJIbHbIN CAPKOUO,03

1.1 Y710 3TO Takoe?

CnHaopom bnay aBnaeTcsa reHeTU4Yeckmm 3abonesaHueM. Y nayneHToB
MPUCYTCTBYIOT KOXKHas CbiMb, apTPUT N yBenT. MOryT nopa>katbcs "
Apyrue opraHbl, a TakXXe oTMevaeTcsa nepnogmnyeckas nmxopanka.
CnHaopom bnay aBnsgeTca TEPMUHOM, UCMOJIb3YEMbIM A1 CEMENHbIX
dopm 60s1e3HKN, HO MOFYT UMETb MECTO TaKXXe 1 cnopaanyeckme
hOpMbl, U3BECTHbIE KaK IOBEHUIbHLIN capkonnos (KOC).

1.2 Kak 4yacTo BcTpe4yaeTca 31O 3aboneBaHue?

YacToTa He n3BecTHa. 3TO 04eHb peakoe 3abonesaHne, KoTopoe
rnopakaeT neTen paHHero Bo3pacTa (B OCHOBHOM [0 5 f1ieT) u, ec/in ero
He NIe4YnTb, NAUMNEHTY CTaHOBUTCA BCe Xy>Ke. C MOMEHTa OTKPbITUSA
COOTBETCTBYIOLLEro reHa gaHHoe 3aboneBaHne oMarHOCTUpPyeTCs
yalle, 4YTO NO3BOUT AaTb Boslee TOYHYIO OLEHKY ero
pacnpoCTPaHEHHOCTU N eCTECTBEHHOW NCTOPUMN.

1.3 KakoBbl Npu4uHbI 3aboneBaHma?

CunHaopom bnay saBnsaeTcsa reHeTU4Yeckmm 3abonesaHnem. leH,
n3BeCcTHbIN noa Ha3BaHMem NOD2 (cuHoHuM - CARD15), koanpyeT
6enok, nrpatoLwmin posb B UMMYHO-BOCMannNTeNbHOM oTBeTe. Ecnnm aToT
reH HeceT B cebe MyTauuio, Kak npu cmHapome bnay, 6enok He
dDYHKLUNOHMPYET O0J/IXKHbIM 06pa30oM, 1N pa3BMBaAETCA XPOHUYECKOE
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BoCMnasieHne c obpa3soBaHMEM rpaHyJsieM B Pa3/INYHbIX OpraHax u
TKaHAX opraHm3aMa. [ns rpaHynem xapakTepHbl 40JIFOXXUBYLLME
KNacTepbl KJIETOK, CBA3aHHbIE C BOCMasleHneM 1 cnocobHble HapyLLINTb
HOPMabHYIO CTPYKTYPY U PYHKLMOHUPOBAHME Pa3/INYHbIX OPraHOB U
TKaHen,

1.4 fiBnsertca nu 310 3aboneBaHue HacsieaCTBEHHbIM?

HNaHHoe 3aboneBaHne HacneayeTcsad Kak ayTOCOMHO-AOMUHAHTHOE (3TO0
O3Ha4aeT, 4YTO OHO He CBA3aHO C MOJIOM M 4TO, MO KPpanHen mepe, y
OLHOro N3 poanTenen Oo/IXKHbl 0OTMeYaTbCAa CUMMTOMbI 3aboneBaHus).
ITOT TUMN Nepeaayvn o3HavYaeT, 4TO ANd TOoro, 4HTobbl YHeNoBEK NME
cuHapoMm bnay, emy TpebyeTca TONbKO OAUH MYTaHTHbIN FeH: NMbo oT
MaTepu, nmbo ot oTtua. Mpun KOC, To eCcTb Npu cnopaanyeckon popme
3aboneBaHus, MyTaums BO3HMKaAET Y CaMOro nayueHTa, Torga Kak oba
ero poaunTens 300poBbl. ECIM NnauneHT ABISETCA HOCUTENIEM reHa, OH
byneTt cTpagaTb OT AaHHOro 3abonesaHuna. Ecnm oanH ns poantenemn
nmeeT cnHapom bnay, To umeetca 50%-Haa BEPOATHOCTb TOrO, YTO €ro
pebeHoOK byaeT cTpanaTb OT 3TOoro 3aboneBaHuns.

1.5 MNouemy Mmon pebeHOK 3abonen 3Ttom 6onesHbIO? MOXXHO M
npenoTBpaTUTbL AaHHoe 3aboneBaHue?
PebeHOK nmeeT 3abosieBaHMe, NMOTOMY YTO OH ABJISETCA HOCUTENIEM
reHOB, KOTOpPble BbI3bIBAOT CMHAPOM Bbnay. B HacTosLlee BpeMs 3TO
3aboneBaHme He MoXKeT BbITb NPeaoTBpPaLLEHO, HO ero CUMMTOMbI
MO>XHO JIeYUTb.

1.6 iBnaetcsa nm 310 3aboneBaHme UHPEKLNOHHbIM?
HeT.

1.7 KakoBbl OCHOBHbI€ CUMNTOMbDI?

OCHOBHbIMU CMMNTOMaMN 3aboneBaHUsA ABNAETCA KJIMHNYEeCcKas
Tpuaga: apTpuT, 4epMaTuUT U yBeuT. HavasibHble CUMNTOMbI BKJ1IOHAIOT
TUMWYHYIO 3K3aHTEMY C KPOLUEYHbIMUN KPYIJIbIMUA KOXKHbIMU
BbICbIMAaHUAMMN, KOTOPbIE BapbupPYyIOT B LiBeTe OT 6/1e4HO0-p0O30BOro A0
XKEeNTO-KOPUYHEBOI0 N A0 MHTEHCMBHOMN 3puTeMbl. C rogamMm Cbifb TO
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npunbbiBaeT, To ybbiBaeT. ApTpuUT aBngeTcsa Hanbonee
pacnpoCTpaHEeHHbIM MPOSBAEHNEM, HA4YNHAA C MEPBOro AeCATUIETUS
XKN3HW. iIMeeT MecTo onyxaHue CyCTaBOB, BHavajle C COXPaHEHNEM UX
noasm»xHoCcTn. Co BpeMeHeM MOryT pa3BMBaTbCHA OrpaHuU4YeHune
OBVXeHUA, gedopmMaynm n 3po3nn. YeeuT (BocnasieHne pany>XHomn
060/104KK rNasa) ABNseTca Hanbonee yrpoXkatoLwmMm NPosiBJIEHNEM, TaK
KaK OH 4YacCTO CBSA3aH C OCJIOXKHEHUAMU (KaTapakTa, NMoBbILLIEHMNE
BHYTPWUIr/1a3HOr0 AaB/IEHUSA) U, €CJIN ero He NIeYnTb, TO 3TO MOXET
MPUBECTUN K CHUXXEHUIO 3PEHUS.

KpomMe Toro, rpaHysieMaTO3HOE BOCMasieHNe MOXET MOBAUATbL U Ha
Apyrune opraHbl, B pe3ysibTaTe Yero pa3BMBalOTCA TakKMe CUMMTOMbI KakK
CHV>XEeHNE PYHKLNN NErKUX UK MOYEK, NOBbILLEHVE apTEPUASIbHOr0
OABIEHNS NN BO3BPaTHas nMxopagka.

1.8 OauHaKOBO Nin nposaBnseTca 3aboneBaHue y Bcex peten?
3abosnieBaHMe NPosABNAETCS Y pa3HbIX OeTell HeOANHAKOBO. Kpome
TOro, TUMN N TSXKECTb CMMMNTOMOB MOIYT U3MEHSATbLCS MO Mepe
B3pocneHunsn pebeHka. bonesHb nporpeccupyeT, ecn ee He NIe4YnTb, U
CUMNTOMBbI OyAYT pa3BUBATLCSA COOTBETCTBEHHO.

2. AUATHOCTUKA U NNEYEHME

2.1 Kak puarHocrtupyeTtcs gaHHoe 3aboneBaHue?

Kak npasnno, ans guarHoCTUKM cnHapoma bnay ncnonb3ytot
cnenyoLwmin Nnoaxon:

a) KnnHn4yeckasa HaCTOpPOXXEeHHOCTb: Llenecoobpa3Ho paccMoOTpeTb
BEPOATHOCTb cMHApoMa bnay, korna y pebeHka oTMmevyaeTcs
KOMBMHaUMA CUMANTOMOB U3 TUMNYHOWN KJIMHNYECKON Tpuaabl
(cycTaBoB, KOoXXu, rna3). Heobxoammo getanbHOE UCCenoBaHme
CeMeNnHOro aHamMHesa, NockKoJibKy 3To 3abosnieBaHMe o4eHb peakoe u
HacnenyeTcsa No ayTOCOMHO-OOMUHAHTHOMY Tuny. 6) Hannyue
rpaHynem: npu guarHoctuke cmHgpoma bnay/KOC cywecTBeHHbIM
ABMIAETCA HAaNN4YMe TUMNNYHbIX TPaHyJ1IEM B NOPa)KEHHON TKaHMW.
paHynembl MOryT 6bITb onpeaeneHsl Npm 6GUonNcMm NOPa>KeHHoOro
y4acCTKa KOXXUN WM BOCMasIeHHOro cycTaBa. [lpyrne npnynHebl
rpaHy/sieMaTO3HOro BocnaneHus (Takne Kak tybepkynes,
NMMMYyHOOEUNT UNn Apyrmue socrnannTtenbHble 3abonesaHus, B
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YaCTHOCTUN, HEKOTOPbIE BAaCKYNNTbI) A0JIKHbI ObITb MCKAIOYEHbI NyTEM
TLWaTesIbHOr0 KJIMHN4YeCKoro obcnenoBaHna U Haghexxalmx aHasn3oB
KPOBW, C NPUMEHEHUEM BU3YaN3NPYIOLLNX METOO0B 0b6CcnenoBaHms v
OpYyrnx TecTtoB. B) [eHeTnYecKnin aHanms: B nocaegHmne napy neTt ctano
BO3MOXXHbIM BbINOJIHATbL FEHETUYECKNIN aHaNN3 Yy MayneHToB, YToObI
BbIABUTb Ha/indme MyTauUunmn, KOTOpble, KaK CHNTaeTCs, OTBEYaloT 3a
pa3suTue cnHgpoma bnay/ FOC.

2.2 B 4yeM 3HAYUMMOCTb TECTOB?

a) bnoncmsa Koxxun: bruoncusa KoXxu npegnosiaraeTt B3ATMe HEOObLLLIOIO
KYCO4YKa TKAHN N3 KOXXWU, 4TO O4YeHb JIerko BbINOJIHUTL. ECcnm buoncus
KO>XW MoKa3blBaeT Ha/n4vune rpaHysem, ouarHocTuka cmHopoma bnay
NPON3BOANTCS MOCJIE NCKIOYEHUS BCEX ApYrux 3abosieBaHnin, KoTopble
CBsA3aHbl ¢ obpa3oBaHMeM rpaHysieM. 6) AHann3 KPoBU: aHaIN3bl KPOBWU
Ba>KHbl, 4TOObI UCKOYNTL Apyrmne 3aboneBaHnsa, KOTopble MOTyT ObITb
CBsi3aHbl C FrpaHyJIeMaTO3HbIM BOCMasieHneM (Takmne Kak
nMMyHooedpnumT nnm 6onesHb KpoHa). OHM Tak>Xe NMMEKT Ba>KHOoe
3Ha4YeHMe O01a onpenesieHns cTeneHn BocrnajleHns u BoBJIe4EHHOCTU
OPYyrnx opraHoB (HanpuMep, NoYeK Uan nevyeHun). B) leHeTNYeCKNN
TecCT: e4UNHCTBEHHbIM TeCTOM, KOTOPbIM OAHO3HAYHO NogTBep>KaaeT
AONarHos3 cnHapoma bray, ABnseTca reHeTU4YeCKUN TeCT, KOTOPbIN
rnoka3biBaeT Hann4yme myTtaumm B reHe NOD2.

2.3 MO>XHO nM neuunTb / U3Ne4YnTb AaHHOoe 3aboneBaHune?
HaHHoe 3abosnieBaHMe HeNb38 U31e4UTb, HO €ro MOXXHO J1IeYNTb C
MOMOLLLbIO MpenapaToB, KOTOPble KOHTPOJIMPYIOT BOCMNasieHne B
cycTaBax, rna3ax n nbbiX NOpaKeHHbIX opraHax. MegnkaMeHTO3Hoe
JledyeHVe Hanpas/ieHO Ha KOHTPOJIb CAMNTOMOB U NpeaoTBpaLleHue
nporpeccmnpoBaHmsa bonesHu.

2.4 KakoBbl MeToA bl iIe4yeHun?

B HacTosALWee BpeMAa HET fOKa3aTesIbCTB OTHOCUTENIbHO TOro, Kakoe
nedveHune bygeT onTuManbHbIM npun cuHgpome bnay/ KOC. NMpobnembl
CYCTaBOB 4aCTO MOXXHO J1e4NUTb C MOMOLLbIO
HeCTepoONOHbLIXNPOTUBOBOCMAIUTENbHbLIX NPenapaToB N MeTOoTpeKcaTa.
MeToTpekcaT n3BecTeH CBOeN CroCOOHOCTbIO KOHTPOJIMPOBaTb apTpUT
Yy MHOIMX geTeun C loBeHW/IbHbIM UANONaTU4eCKUM apTPUTOM; ero
3(hheKTMBHOCTL Npu cuHApome bnay MmoxxeT 6bITb HE TaKOW 3aMeTHOMN.
YBeuT o4eHb TPYLHO KOHTPO/IMPOBaTh; MeCTHbIe npenapaThbl
(cTepongHble rnasHble Kanay Uan JoKasbHble CTEPOUOHbIE UHBEKLINN)
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HeOOCTAaTO4YHO 3(PPEKTUBHLI Y MHOTUX NauUmMeHTOB. 2P(PeKTUBHOCTb
MeToTpeKcaTa OJ19 KOHTPOJ1d YBenTa He Bcerga A0CTaTo4YHa, n
naumeHTam MoxXeT noTpeboBaTbCA NPMHMMATL NepopasbHbie
KOPTUKOCTEpOoUabl, HTOObI KOHTPOJIMPOBATL CUIbHOE BOCMaNieHne rnas.
Y nauneHToB C TPYOHOKOHTPOJIMPYEMbIM BOCMNasieHUeM rnas n/nnm
CYyCTaBOB 1 Yy NaLMEHTOB C NopakeHneM BHYTPEHHUX OPraHoB MOXXeT
ObITb 3P (PEKTUBHBLIM NCMNOJSIb30BaHNE NHITMOBNTOPOB LUTOKUHOB, TaKNX
KakK MHrnbmntopol ®HO-a (MHpnKcuMab, agannmyma).

2.5 KakoBbl Nno0o4Hble 3¢ (PeKTbl JIeKapCTBEHHOU Tepanuu?
Hanbonee yactbiMm NoboYHbIMK 3hhekTamun, HabnwogaeMbiMn Npu
NMPUMEHEeHNN MeToTpeKcaTa, ABJIAITCSA TOWHOTA N PacCTPOUCTBO
hyHKUMM abaoMNHaNbHbLIX OpraHoB B AeHb npuemMa. Heobxognmo
MPOBOANTbL aHasIN3bl KPOBU C Lesibio KOHTPOIA PYHKLUW MevYeHn n
KonmyecTBa benbix KNeTok KpoBun. KopTukocTeponabl CNOCOBHbI
BbI3blBaTb NMOOOYHbIE 3(h(heKTbI, TaKMe KakK yBennyeHue Beca,
OTEeYHOCTb NINLLa N nepenanbl HACTpPoeHnA. Ecnum cteponabl
npeanncaHbl B Te4eHne OJNTesibHOro nepruona, OHM MOryT Bbi3BaTb
rnofassieHMe pocTa, 0OCTeOonopo3, NoBbiLLEHNE apTepuasibHOro
naBsieHuna n gunaber.

NHrnbmntopbl PHO-a - 3TO HOBbIE NpenapaThl; JiIe4eHne KOTOPbIMN
MO>XEeT COMPOBOXXAATbCA NOBbILLEHNEM PUCKA MHPEKLNN, aKTUBaLMen
TybepKynesa n pa3BuTUEM HEBPOJIOMUYECKNX NN OPYTUX UMMYHHbIX
3aboneBaHnn. PaHee obcy>xaancs noTeHUMaibHbIA PUCK Pa3BUTUSA
3/l0Ka4YeCcTBEHHbIX HOBOOBpa3oBaHUN; B HacTosLLEEe BPpEMS HET
HUKaKNX CTaTUCTUYECKUX OaHHbIX, NOATBEPXAAOLWMX NOBbILLEHHbIV
PUCK 3/10KaQ4eCTBEHHbLIX HOBOOBpa3oBaHMI NP NPUMEHEHUN ITUX
npenapaTos..

2.6 Kak ponro AoJsi>kKHO nNnpoAaoJikKaTbCca fevyeHue?

B HacTosLwee BpeMs HET HUKAKNX OaHHbIX, KOTOpble N03B0oasAN Bbl C
YBEPEHHOCTbIO CYANTb, Kakasa NMPOLAO/IKUTENIbLHOCTL Jle4YeHNA ABAeTCH
onTuMasibHON. Ba>XHO KOHTPOIMpPOBaTb BOCMaseHne, 4Tobbl
npenoTBpPaTUTL MOBPEXAeHNe CyCTaBOB, NOTEPIO 3peHns niu
rnoBpexxaeHue opyrmx opraHos.
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2.7 Kak Hac4yeT HeTpaaUuLUOHHON UJIM AONOJIHUTEJSIbHOM
Tepanun?

Hnkakmnx gokasaTeslbCTB OTHOCUTESIbHO SPPEKTUBHOCTM 3TOro BMAa
Tepanuu npu cuHapome bnay/ KOC He cyulecTByeT.

2.8 Kakue nepuoguyeckme oCMOTpbl He0OxoaUMBbI?

[eTn DoJIXKHbI peryadapHo nocewaTtb (He MeHee 3 pa3 B rofl) AeTCKOro
peBMaToJsiora, 4Tobbl OH MOl KOHTPOJIMPOBaTbL X0 6onesHu un
KOPpPEeKTUpoBaTh JledyeHne. KpoMme Toro, Ba)KHO peryasapHo rnoceuwaTb
ohbTanbMmosiora. HactoTa NoceweHnin 3Toro cneumnanncTa 3aBUCUT OT
TAXKECTN U ANHAMUKK BoCraneHnd rnas. [letun, Kotopble MpoxXoaaT
nevyeHne, 0OJHKHbI CAaBaTb aHa/IM3bl KPOBU N MOYU, MO KpanHen Mmepe,
OBa pa3a B rog.

2.9 Kak ponro oygert npoaosnxatbca 6onesHb?
9710 3aboseBaHME OCTaAETCA Ha BCIO XXN3Hb. TEM HE MeHee, aKTUBHOCTb
3aboneBaHma MOXXeT KosiebaTbCA CO BpEMEHEM.

2.10 KakoB [O0Nrocpo4Hbin NPOrHo3 3abonesanun?

Nmelowmecs aaHHble 0 MPOrHO3e B A0J/IFOCPOYHON NepcnekTuae
SABNAIOTCHA OrPaHUYEeHHbIMW. HEeKOTOpbIEe AeTN HaxXoAMANUCb Noa
HabnogeHnem B TedyeHue bonee 4yem 20 neT n BCAEACTBME XOPOLLO
OT/Ia>XEHHOrr 0 JieYeHUs 4OCTUM N MOYTU HOPMaJsibHOro pPoCTa,
HOPMaJIbHOr0 MCUXOMOTOPHOI0 Pa3BUTUS U BbICOKOIO KayeCTBa XKU3HMU.

2.11 MO>XHO /1M NOJIHOCTbIO BbIJIEYUTbLCA?

HeT, nOTOMY 4TO 3TO reHeTu4yeckoe 3aboneBaHue. TeM He MeHee,
xopollee MeanyumnHckoe HabnwgeHne n nevyeHne obecnevymsaeT
0ONbLWINHCTBY NMaUMEHTOB AOCTAaTOYHOE Ka4YeCTBO XU3HU. TAXeCTb U
nporpeccmpoBaHne 3aboneBaHnsa y naumeHToB C cMHApoMoMm bnay
HeO4NHAKOBbI; B HAaCTOsLLEE BPEMA HEBO3MOXXHO Npeacka3aTb TeyeHune
6one3Hn oNa KaXkaoro rnauneHTa.

3. NTOBCEOHEBHASA XKXU3Hb
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3.1 Kak MmoxeT 00os1e3Hb NOBJIMATbL HA pebeHKa U NOBCeAHEBHYIO
)KU3Hb CeMbu?

Y pebeHKa 1 ero ceMb MOryT BO3HUKHYTb pa3sindHblie npobnemsi,
npexnae 4em 6osesHb byneT anarHocTupoBaHa. llocse Toro, Kak
ONarHo3 rnocTtasJsieH, pebeHOoK O0JIXKEeH peryaspHO nocewaTb Bpaven
(mneTckoro pesmaTosiora n otasbmosiora), 4Tobbl KOHTPOIMPOBATL
AaKTUBHOCTb 3ab00/1eBaHNS U KOPPEKTUPOBATL NleveHune. [leTam C
TsaXXesnbiIMu 3aboneBaHNsAMM CyCTaBOB MOXKET noTpeboBaTbCs sievebHas

dpunskynbTYypa.

3.2 Kak HacyeT WKOoJbI?

XpoHnyeckoe tevyeHme 601e3HN MOXKET NoMeLlaTb NoceLwaTb WKoAy n
CKa3aTbCs Ha yCreBaeMoCTU. XOPOoLnNiN KOHTPOJIb 3abonieBaHns nmeet
Ba>KHOe 3Ha4vYeHune ang obecnevyeHms NoceLeHns LWKObI.
NHopmmnpoBaHue yuyntenenm o 60se3Hn MoXxXKeT ObITb NOSEe3HbIM, B
4YaCTHOCTW, 4TOObI OHM 3HaANW, KakK NMOCTyNaTb NMPWU NOABNEHUN
CMMNTOMOB.

3.3 Kak HacueT cnopTa?

MauneHTOoB C cMHAPOM bray cnenyeT NooWpPSATb 3aHUMATLCS CMOPTOM;
orpaHuyeHus 6yayT 3aBUCETb OT TOr0, HACKOJIbKO XOPOLLO
KOHTPOJIMPYETCSA aKTUBHOCTbL 3aboneBaHus.

3.4 Kak HacyeT aueTbl?

Hnkakmnx ocobbix pekoMeHaaunm no aneTe AaTb HENb34. TeM He
MeHee, AeTAM, NPUHNMAKOLWNM KOPTUKOCTeponabl, cneayet nsberaTb
N3INLLIHE CNagKOW N CONEHOoOW NN,

3.5 Mo)xeT M KJIMMaT BJZIMATb Ha TeueHue bonesHn?
HeT, He MOoXeT.

3.6 MO>XXHO nu pebeHKy penaTtb NPUBUBKKU?
PebeHOK MOXXeT bbiTb NPUBUT, 3a UCKJIIOYEHNEM MPUBUBOK XXUBbIMU
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BaKLUMHaMN B Nepuopn f1ie4eHns KOpTUKoCcTepongamm, MeToTpeKkCcaToMm
nnn nurnbntTopamm ®HO-a.

3.7 Kak Hac4yeT NoJIOBOM XXU3HU, OepeMeHHOCTH,
KOHTpauenuuu?

MayneHTbl C cMHApPOM bnay He umetlT npobnem ¢ PepTUIbHOCTbLIO U3-
3a 6onesHn. Ecnm oHM nony4aoT MeToTpeKkcaT, TO HeobxoaAnMo
NPUMeHATb Hag1exxallne cpeacTsa KOHTpauenuun, Tak Kak npenapat
MOXXeT MMeTb NoboYHble 3(hdekTbl Ha naoa. BeBnay oTcyTCTBUS
AaHHbIX Mo 6e3onacHOCTN MHIrMBbuTopoB PHO-A U X BANAHUN Ha
bepeMeHHOCTb, B C/ly4ae cTpemMneHns 3abepeMeHeTb MaymneHThI
OOJ/IKHbI MPeKpaTUTb NX NnpumMmeHeHne. Kak npasuio, bepeMeHHOCTb
Nydlle njaaHMpoBaTb M aganTUpPOBaTh Jie4eHne 3apaHee, a TakxXe
NpeasoXnTb nocsenyrwme Mepbl, aganTUpoBaHHbIe K 6one3Hn.
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