


BBEOEHUE

N3yueHue remopunum - Apamatmuyeckas CTpaHMLG MeanLUmHLL.
N3secTHas ¢ Hayana nepBOro ThbICAYeneTus Hawew  3pbl,
remopunna  aBfigeTcs  OAHUM U3 YacTo  BCTpevarolmxcs
HacneAaCTBeHHBIX HaApyleHUW CBepTbIBAHUS Kposu. TTo mepe
PA3BUTUS  MeAULUHBL  USMEHANUCb U  BO3MOXHOCTU JledeHus
remoeuanm - oT NONHOU HecnocobHoCcTU nomoub 6osibHOMY A0
3(PPEKTUBHOMU  3aMeCTUTesNIbHOM  Tepanuu  COBpeMeHHbIMU
npenapaTtamu.

B XX B. Ha npumepe remopunumu  BenMKOSEnHo
NPOAEMOHCTPUPOBAHLL BO3MOXHOCTU HAYYHOU U MNPAKTUYECKOU
meanumHer: 6onesHb nepectana 6bITb 3araAOYHOU, a 3a4ACTYHO U
cMepTesibHOU u npeacTasnseT cobou NOSHOCTbHO
PACINGPOBAHHOE C MOMOLWBIO FEHEeTUYECKUX U MOSIeKyNspHO-
buonoruyecknux UccrnenoBaHUU COCToaHUE, ANS KOTOPOro CerofHs
CyLLeCTBYeT NpoCToe, paLMOHANIbHOE U 3(PPEeKTUBHOE fleyeHue.




OTIPEAENEHUNE 3ABOJIEBAHNS

Fremopunua (haemophilia; rpev. haima - KpOBb
+ philia - cknoHHOCTb) - HacnencTeeHHoe 3aboriesaHue,
NPEUMYLLECTBEHHO ULl MYXCKOrO nona, B OCHOBE
KOTOpOTrO NeXuT HapylueHue NepBOn asbl CBepTbIBAHUS
KpoBu, obycnosneHHoe aepuumutom FVIIT vnu FIX u
nposenaroleecs 4acTbIMM, ANUTENbHBIMU
KPOBOTEUYEHUSMU U FemMapTpO3amu.

3aboneeaHue, BbI3BAHHOe  gepuuutom  FVIIT
(aHTUremounbHoro rnobynuHa unu gaktopa - Al®),
Ha3bIBAFOT remopunuent A (Knaccuyeckou).

3aboneeaHue, BbI3BaHHOe Aepuumtom FIX (qpakTtopa
KE)(MCTMGCG), - remoopunuen B.  HepocrtarouyHocTsb
FXI, KoTopyro  HeKkOTOpble  GBTOPLI  HA3LIBGHOT
remogpunmen C, N HepoCTaTouHOCTL FV, HasbiBaemyro
naparemogusineu, He aBNArOTCA UCTUHHOW
remouineun.



HACINEOOBAHWME TEMO2UNTTNA
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HACINNEOOBAHWME TEMO2UNTTNA

Takum  obpasom, BLIpabOTKY  (PAKTOPOB  CBEpPTLIBAHUS  KPOBWU
KOHTPONUPYHOT pasHble reHsI. He ucknroyeHo, 4YTO y OAHOrO Yenoseka
MOryT 6bITb 3aTpOHYTbI O06a reHa, Toraa OH 6yaeT umeTb oObe POpMmbLI
remMopunuM OAHOBPEMEHHO - TaK HA3LIBAEMYHO KOHKOMUTUPOBAHHYHO
remo(puUnuIo, YacTo COMPOBOXAGHOUYHOCA HapylleHUeM LIBeTOBOro 3peHus.
Takue cnyyam BecbMa pefikM, HO TeM He meHee OMUCAHBI.




HACNEOOBAHUE TEMO2UITNN

"feH FVITI - oAWH 13 cambIX KpyMHbLIX FreHOB YerioBeka, COcTouT us 26
3K30HOB U 25 UHTpoHOB U umeeT pa3mep 186 000 nap HykneoTUAOS.

"feH FIX coctouT U3 8 3k30HOB U 7 UHTpOHOB U UMeeT pasmep 34 000
n.H. Bcneactsme 60nbWoOro pasmepa cyluectsyeT 6osblias BepoaTHOCTb
CMOHTAHHOTrO MyTupoBaHua reHa FVIII, yto npuBOAUT K AedeKTy unu
nonHomy otcytcteuro  FVIIT (remopunua A). Takum obpasom,
remopunua A aBngeTca  reHeTUYecku  AeTepMUHUPOBAHHLIM
3a6onesaHMeMm Yernosexa.

TTockonbky reHbr FVITI u FIX pacnonoxeHsl Ha X-xpomocome, a
NaTonornYecKmue PakTopsbl SBNSHOTCA peLleCCUBHBIM MPUHAKOM, TO U
remopunusa A, u remoopunus B - peueccusHbie 3ab6onesaHus,
cuenneHHbIe ¢ NosIoM. Takum obpasom, remopunus nepeaaeTcs no
HacneAacTBy, T.e. 3TO HacneacTBeHHoe 3abonesaHue. OaHako 0bpa3oBaHUe
MYTALUIM B NONYNALUUM - HeNPepbIBHLIW NPOLIECC, U YaCTb JIUL, MYXCKOTO
nona, 60NbHLIX remopunnen, UMeroT BHOBb MyTUposaslwuu reH FVIIT
unu FIX nnu nonyuymnu BHOBb MyTUPOBABLUUU FeH OT maTtepu. Y Takmux
nauueHToB 3ab0nesaHWe He NpOCNexmUBaeTCcs B reHeanoruyeckom aepese
N SBNSETCA CMOPAAUNYECKUM.
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HACINEOOBAHWE TEMO2UNITNA
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Y XeHWMH umelotcs ABe nosioBble XpoMocombr XX. Y
MYXUYMH UMeeTCa XPOMOCOMHbIMN Habop XY. B cnyuasax
poXAeHUs [nesBovek oaHa X-XpOMOcoma Hacreayetcs OT
martepu, a apyras - ot oTua. B cnyyasx poxaeHus manbymkos
Y-xpomocoma HacneayeTcs OT OTUA, @ OAHAG U3 X-XPOMOCOM -
OT maTepu (CM. puc. 2, a).

MyxuuHa, 60nbHOM  remopunuen, UMeetT  OAHY
QHOMAIbHYHO X-XpPOMOCOMY U OAHY HenoBpexaeHHyro Y-
XPOMOCOMY.

Ecnu MyxuumHa, 60mbHOU remogpunueit, U 3a0posas
KeHIWMHa C ABYMS HOPMANbHLIMU X-XPOMOCOMAMU 3aBeayT
pete (cm. puc. 2, 6), TO BCe wuxX Apouvepu byayT
HOCUTeNbHULAMU (KOHAYKTOPAMU) remopuium noTomy, 4To
OHU YHACNeAoBASIN OAHY GHOMANbHYHO X-XpOMOCOMY OT OTua
W OOHYy 340pOBYHO X-XpOMOCOMY OT Mmatepu. CbIHOBbA,
yHacrnenosas oAHy Y-Xpomocomy OT oTua U 3A0posyro X-
XpOMOCOMY OT maTtepu, byayT 340pOBbI U, COOTBETCTBEHHO, He
nepenanyT 60sie3Hb Nocreayrolemy NOKOJIeHUHO, MOTOMY YTO
He 9BNSFOTCA HOCUTENSMU NATONOMNYeCcKoro NpUsHaKa. Takum
06pasom, CLIHOBbS MYXUUHbLI, 6ONMBHOrO remopunuen, byayT
co 100% BepoaTHOCTbHO 3A0pOBBIMM, a Aovepu - co 100%
BEPOATHOCTbFO  HOCUTENbHULIAMU  FremoPUnun.  KeHLUHbI-
HOCUTEeNIbHULBI, KaK NPaBUsio, He UMetoT CUMMTOMOB
KPOBOTOUYUBOCTU, XOTS, MO HEKOTOPLIM [AAHHBIM, GKTUBHOCTb
FVIII y Takux XeHLWmMH moxeT 6bITb cHuxeHa ao 30-25%.



HACINEOOBAHWE TEMO2NITNHA
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Ecnu xeHWwmHa - HocuTenbHUUGA
remogpuium, y KOTOpou opHa X-
XpOMOCOMA 3A0poBad, a Apyras
aHOManbHaga, umeeT Jeten  OT
300poBOrO Myxa (cm. puc. 2, B), TO
ee CbIHOBbS MOTYT 6bITb C PaBHOMU
Aonevi  BepoATHOCTU  340POBLIMU
(50%) wnu  6onbHbIMM  (B0%)
remogunven, a ee AoYepU Takxe C

paBHOW Aoneu BEpOATHOCTU
30,0pOBLIMMU (50%) U
HOCUTeSTbHULAMU (50%)
remopuUnuu.

B oueHb peakux cnyyasax npu
bpake XeHWMUHbI - HOCUTeNbHULbI
reHa remoepuUiIUU U MYXUUHBI,
6onbHOro remopunuen (cm. puc. 2,
r), cywecteyeTr 25% BepodaTHOCTb
poOXAeHUs NEBOYKM, 60nbHOM
remogpunuen.



Cxema HacnenoBaHuUA remoconnvm
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CeMbU, B KOTOpPBLIX FemMO(pUnuen CTpaaaeT TOJIbKO OAUH uYernosek (Tak
Ha3bIBaemble cCrnopaauveckue WU U30NUPOBAHHLIE Crlyyau), NPeAcTaBnaroT
ocobyto npobnemy. Cnopaauyeckuid Ccnyvyau remoPpunUu MoxeT ObIThb
pe3ysibTaTOM:

° Nepeaayu reHa remo@UIUU 4Yepe3 ACUMMNTOMATUYECKUX KeHWMUH, Y
KOTOpLIX reH ocTanca HeobHapyXeHHbIM,

* HOBOU MYTALUM Y MATepU, U3-3a Yero OHa CTana HocuTenbHULEeW;

* HOBOU MyTauuu y 6onbHOro remogunuen (To ecTb UCTUHHOU MyTauuu de
novo).

3HauutenbHele kKonebaHus aktueHoctu FVIII unu FIX kak cpeau
HOCUTenNbHULU, TAK U CcpeAu 3A0POBLIX XeHWWUH OOLIYHO He NO3BONALOT
OAHO3HAYHO YCTAHOBUTL CTATYC HOCUTENbLCTBA HA OCHOBGHUU OAHUX TOJSIbKO
NabopaTtopHbIX AGHHBLIX.

Bonee TOUHLIU MeTOA BLIABMIEHUA HOCUTENbCTBA remogpunum - onpeapeneHue
reHoTtuna.

FeHeTuuyecku auarHos remopunuu ponxeH 6bITb OCHOBAGH HA NPAMOMU
uaeHTUPUKauum mytaumm 8 reHax FVIII wnu FIX (npamoir aHanus reHa).



KNACCUENKALINEG TEMOENITUA

ObLwenpusHaAHHOU  MeXAyHApOAHOU  KNacCUudUuKaumm
remopunuu  He  cywecteyer. BO3  npeanoxuna
pasgeneHue remomuUiIMM N0  CTeneHU TaxecTu B
3aBUCUMOCTU OT AKTUBHOCTU (PAKTOPA, HaYasa nepBbIX
remopparuyveckux nposBrieHUn, X BUAA U BbIPAXKEHHOCTU.

Borgenaror Tpu  CcTenmeHW TaxecTu remoomunuvm B
3aBUCUMOCTU OT akTuBHoCcTU FVIII wnu FIX B nnasme
60onbHOr0. AKTUBHOCTb pakTtopos B nnasme (FVTTI:C wnu
FIX:C) onpeaenstotr 8 ME, npu stom 1 ME cootseTcTryeT
GKTUBHOCTU pakTopa B 1 M HOpManbHOW NNA3MBL.



KNACCNENKALIUE TEMOZUNNA

CreneHb KoHueHTpauus
TAXKECTU FVIII/FIX s
KnuHuyeckue npossneHus
remogpunum nnasme Kposu,
ME/an

BbIpaXeHHBIA KOXHBIA FemMOopparu4eckui CUHAPOM no
rematomHomy Tuny. KpoeBousnusaHua B markue TKaHW,
Taxenas <1 MbIWUbI. Peumnauvsupyrouwme remapTpossl ¢ NOpaxeHUem
HeCKONMbKUX CyCTAaBOB. TsaxXenble KpoBOTeYeHUs U3
cnusucteix  obonouek.  TlouyeuHble  KpoBOTeuYeHUs.
Taxensle NocreonepaumnoHHbIe KpoBOTeYeHUs .

KoxHbIA remopparuyeckuii CUHAPOM MO reMATOMHOMY

CpeaHel Tuny. KposousnuaHua B markue TKGHU U MBIWLLL Noche
TAXKEeCTU 1-5 3HQYUTenNbHOU TpasmMbl. Peuuausupyrolme remapTpossl C
(ymepeHHas) nopaxeHuem 1-2 (pexe  6onbwe)  cyctaeos.

KpoBoteueHua wu3 cnusucteix obonouvek. Taxensbie
nocnieonepauuoHHLIe KpoBOTeYeHUs.

AnutenbHere KpoBOTe4eHUs nocne Tpaem WU
Nerkas 5-30 Xupyprudeckux onepauuii. [lpyrue remopparuyeckue
npossneHus 6LIBAOT peAko.




Kpome ykasaHHOU BbIlWe KaccugpuUkaumum,
B NPAKTUKE UCMNONb3YHOT ellle HeCKOSIbKO
paboumx rpynnuUpoBoK.

"pynnuposka remopunuu:
I. HacneacteeHHas.

IT. TTpnobpeTeHHas.

pynnuposka remopunuu no Tuny
Femopunuga A - cHuxeHue aktusHoctu FVIIT.
Femopunus B - cHuxeHue axktusHocTu FIX.

CoveTaHHas remopunua A u B - cHUXeHUe akTUBHOCTU
FVIITI v FIX.



TTATOMEHE3 NTEMOPPATHUYECKOIO CMHLOPOMA

KpoBoToumsoctb MoxeT 6bITb 0bycnosneHa pAemeKktom JNb6oro KOMMOHeHTa
HOpPManbHOro (PU3UONOrUYecKoro) MexaHU3Ma remocTasa.

HOedekTbl cocyaoB HACNEeOCTBEHHOIO XapakTepa NpeacTaBnsaioT cobon CTPYKTYPHYHO
NaTonorM  CoCyauMCcTonM CTEHKM (Hanpumep, aHomManuio konnareHa). [lpuobpeTeHHble
aedekTbl COCyQOB BCTpPeYarTCsl B KIAMHUYECKOM MpPakTUKe Yalle HacneacTBeHHbIX W
Ha3blBalOTCSA COCYAUCTLIMU NyprypamMu.

dedekTbl TPOMOOLNTOB - aTOo n3MeHeHue Nx Konu4yecTBa
(TPOMOOUMTONEHNS - CHXKEHNE KONmndecTBa TpombouuTtoB MeHee 100,0) unu KadecTsa
(TPpombBoumnTonatms). NprnobpeTeHHbIE HapyLLEHNUS TPOMBOLMTOB HabM4aTCH 3HAYNTESNBHO
vyaule, YeM BPOXAEHHbIE.

D,ed)eKTbl cBepTbiBaHUA KPOBU MOTYT ObITb HACNeaCTBEHHLIMU UK I'IpI/IO6peTeHHbIMI/I.
NocnenHune BCTpeyalTCA 3Ha4YUTEer1IbHO Yallle. HapyLueva CBeEPTbIBAHNA KPOBU BO3HUKAIOT:

* Mpn abConNTHON HeJOCTaTOMHOCTU CUHTE3a OAHOr0 13 haKTOPOB CBEPTLIBAHNS KPOBY;
* MOHMXXEHHOM CUHTe3e hakTopa (M1 akToOpOoB) CBEPTLIBAHUS KPOBMU;
e 0Opa3oBaHMK aHOMaNbLHOW MOJEKY bl dakTopa CBEPThLIBAHUS KPOBU;

* NOBbLIWEHHOM pa3pylleHUn (PaKTOPOB CBEpPTbIBaHUS KPOBM NPU MNaTONOrMYeCKoM
COCTOSIHAM aKTMBaLUW CBEPTbIBAHUS KPOBM (ANCCEMUHUPOBAHHOE BHYTPUCOCYAUCTOE
CBepTbiBaHWE) C NocneayLwmnm 6bICTPbIM KNMPEHCOM;

* HAPYLLUEHUN aKTUBHOCTU (pakTopa (pakTOpoB) CBEPTLIBAHUS KPOBU 3a CHET NPMOBPETEHHbIX
LMPKYNPYIOLLMX UHIMOUTOPOB (aHTUTEN).

PubpuHonuTnyeckue aedeKkTbl XapakTepusyrTca U30bITOUHON PUOPUHONMUTUYECKON
aKTUBHOCTbIO, KOTOpas NPMBOAUT K TSXKENOoMY remopparm4eckomy gmareay.
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FEMOPPATMYECKUA CUHOPOM TIPU
FEMOENNNU

CpenHU BO3pACT, B KOTOPOM OTMeualoTCA nepBble NPOSABMieHUs remopunuu,
NpU TAXenou (popMe remMoPuUnuU CocTaensetr 9 mec, Npu cpeaHeTAXesNIOM U Nerkom
opmax - 22 mec. TlepebIMU CMMNTOMAMU Yallle Bcero 6bIBAFOT KpoBOTeYeHUs U3
MArkUX TkaHe (41%), KpoBoTeueHUa B CBA3U C NyHKUMEU, UHDBEKUUEU UunuU
xupyprudeckou onepauueir (16%) u KpoBOTeuyeHUss U3 PpOTOBOU NONOCTU
(11%) (Ljung R. et al., 1990). KposousnusHUa B MBIWLULI W CYCTABLI, CTOMb
XapaKTepHbIe ANS remoPuiuM, NepBbIMU MNposBieHUaAMU 60nes3HU, Kak Npasuno, He
ABNAFOTCA.

KnuHuuyeckaa npakTuka NoKasbIBaeT, YTO, Yem nervye cteneHb remopuiivm, Tem
nosaHee nOSABNAETCA BLIPAXEHHLIU FeMOpPpPAaruvecKUU CUHAPOM, XOTA ClydaitHbIe
nopessI U TPABMBLI BbISLIBAFOT CUMbHLBIE KPOBOTEYeHUs Aaxe MNpU JNerkux popmax
3abonesaHus.

KpoBoTeueHue nocne yaaneHus 3yba moxer yrpoxarb XKUsHU.



KNMHWYECKME TIPOSIBNEHWS FTEMOZUNNN
"emapTpostr




KNMNMHNUYECKHE TTPOSBIEHNE TEMOENITNA

MbiweYyHble remMmaToOMbl




KNMUHNYECKUE TTPOSBIEHUA TEMOENNTUN
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KNNMHUYECKUE TTPOSBIEHNE TEMOENITUN

KpoBoTeyeHus n3 CnmM3ncTbix

oborno4ek. KpoBoTeuyeHUs1 N3 poToBOMN MNOJSIOCTMU.
NecHerkie KNNARATRAUAHUG




EHUE TEMOZNNNN



KNMMHUYECKUE TTPOSBIIEHNE TEMOENITUN

XenyanoyHo-kuLeYHble kpoBoTeveHnsa. KpoBonanuaHus
BbICOKOro puckKa.




KNMUHNYECKHE TTPOSBIEHUSA TEMOENNUN

BHyTpuuepenHbie kpoBousnuaHus




KNMMHUYECKUE TTPOSBIEHNSE TEMOENITUN

KpoBounsnusaHus, Bbi3biBaloLiMe nopaxeHue
nepudepnyecKkmx HepBOB

e KpoBOU3NMAHUA B Arogvubl C nopaxeHnem
ceaanuLiHoOro Hepga.

e KpOoBOU3NMUAHNA B UKPOHOXHYIO MbIWILY C
nopaxeHuem 6onbLLedepLOBOro HepBa.

® KpOBOVI3J1VIFIHI/IFI B crmbartesibHble MbILILbI
npeanneydybsd C nopaxeHnem cpeaAMnHHOro Uiiun
JTIOKTEeBOro HepgBa.



KNMMHUYECKUE TTPOSBIIEHNE TEMOENITUN

UHoraa npu rierkoun dopme remoounnum OornesHb
AWarHoCcTupyeTcs no3gHO M OOHapyXuBaeTCA TONMbLKO B CBSI3U C
TPaBMOU UNU onepaunen, B pe3ynbrate KOTOPbIX Y 3TUX OONbHLIX
BO3HUKAOT Cepbe3Hble npodnembl B BuMAE  MACCUBHbIX
KPOBOTEYEHUMN.

Y OonbHbIX C¢ TsxXenonm c¢opmon remochmnum nocrie camou
HUYTOXXHOMW TpPaBMbl, a UHOrg4a Aaxe M 0e3 BMOUMOWU MPUYUHBLI
Ha4YMHaKlOTCA OOUNbHbLIE U OOLWIUPHbLIE KPOBOUISNIUAHUA B MArCKue
TKAHM U MblllLbl, KOTOpPble MOryT ObITb O4YeHb OOJfIe3HeHHbIMMW.
[lomMmMMo noTepu KpPOBU, 3TU KPOBOUINMUAHMUA B TKAHU MOTYT
Bbi3blBaTb TaKune cepbe3Hble pAedekTbl caaBMBaHUA, Kak
nopaxeHne HepPBOB C NOCNeAYyLWMM Nape3omMm U aaxe obpasoBaHue
TaK Ha3biBaeMbIX nceBOOONYXONEeu, npeAacTaBnAOLWNX
HanoJIHEHHbIE KPOBbLIO KUCTbI.






KNMMHUYECKHE TTPOSBIIEHNE TEMOZUNNNA

Ileryavilwee nospexaeHWe, Hanpumep HebonblwoW nopes,
cnocobHo BbI3BATH HE NOAAAHOLIEecs KOHTPOSIHO KpOBOTeYeHue,
KOTOpoe MOXeT AnuTbca Hegenamu. [o npumeHeHus
COBPEMEHHbIX MeTOAO0B JleYeHUs MHormne faetu, 60rnbHbie
remogpusivev, ymupanu OT KpOBOTeYeHUs, BbI3BAHHOrO
HeYasHHbLIM NPUKYCOM 93bIKa UK rY6.

BHyTpuyepenHoe KpoOBOU3NUAHUE - camas 4acTas
NPUUYMHG CMEpTU NpU FemoPUnuY, Mno3TOMy Mpu Tpasme
FONOBLI,  AAXe  He3HaUUTeslbHOW,  NPOPUIAKTUYECKYHO
3aMeCTUTesNbHYHO Tepanuio crieayeT HauyaTb KAk MOXHO paHblue.



AHTEHATAJIIbHAG OUATHOCTHUKA

CoBpemMeHHbIe  TexHONoruu, BkMAkouas  npumeHeHue  [HK-
TEXHOMOMUU, OTKPLLIIM HOBbIE BO3MOXHOCTU ANA MAIGHUPOBAHUS CEMbU.
B cembax ¢ remoopunues B aHamHese CTANIO0 BO3MOXHBIM TOYHO
onpefenuTb XeHWMUH - HOCUTesNbHUL reHa remoPUiIuU. Takum
KEHLWMUHAM UNU XeHLUHAM, NOAO3PUTENbHBIM HA HOCUTEsNbCTBO eHa
remomUIumU, MOXHO NPOBECTU MPeHAaTanbHyro AUArHOCTUKY.

C NOMOLWBHO MeTOAOB HenpamMoro U NpSMOro aHanusa reHoe B
HacTodlwee Bpems B 6OMbWMUHCTBE ClyyYaeB BO3MOXHO NpoBecTU
GHTeHaTanbHyH0 AMArHocTMky B I Tpumectpe b6epemeHHocTu. [ns
aHanu3a AHK matepuan 3abuparot ¢ nomolpro 6Moncum XopuoHa Ha
10-12-1 Hepene 6epemMeHHOCTU UMK NyTem aMHuoLleHTesa nocne 15-i
Hepenu 6epemeHHocTu. TlpeumyllecTBO 3TOrO MeToAd - PaHHUMU
AVArHos. BaxHo npepoctasutb byaylmm poamuTenam UHgopmaumio (no
BO3MOXHOCTU AO 3a4aTud), OLIEHUTb PUCK MepeAayn MyTauum pebeHky,
KapTupoeatb mytauuro unu tun TTAP® un sb16paTb ONTUMAIbHBIU MeTOA
ANArHOCTUKM.



AONMTTNAHTALUMNOHHAS OANATHOCT
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