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3®PEKTUBHOCTH TEPAIIMA HUTU3NHOHOM HACJIEJICTBEHHOMN TUPO3UHEMUM

I TUITA

Hayunbrii ieHTp 310poBbs neteii PAMH, 119991, Mocksa, JIoMoHOCOBCKHIA TIpoCIL., 2/62

Jlanvl ocrHosHbie npedcmasieHusi 0 peOKOM aAymoCOMHO-PEYEeCCUBHOM HACIeOCMBEHHOM 3aD0Ne8aHUL U3 PYNnbl AMu-
Hoayuoonamuil — Haci1e0CMeeHHOU muposunemuu 1 muna, Kpumepusix OUAeHOCMUKU U npuHyunax mepanuu. Onucatul
sapuanmul KiuHuuecko2o mevenus. Ilpeocmaesnen cobcmeaennviil onvlm aeueHust 8 oemetl ¢ MAKCUMATbHOU RPOOOJIHCU-
menbHocmuvio 4 2004, e2o 6e30nacHOCb, dPHEKMUSHOCHIb MEPaAnuU HUMUUHOHOM U MPYOHOCU, ¢ KOMOPbIMU CMOJ-
KHYUCH 0emU-UHBAIUObL 8 3AMAHY BUIULICA NEPUOO MeXCOy NPUHAMUEM PeUeHUll U PeaibHbiM UX 8blnoaneHuem. Bonpoc
JEeKaAPCMBEHH020 obecneyenus oemetl ¢ HACIeOCMBEHHOU MUpo3uUHeMuell 3apecucmpuposanivim ¢ PO npenapamom
— KJIH0YeB0ll 80NPOC UX peadbunumayuu; 0emu, nowydarujue HenpepovleHoe ieuerue, He OMmiuiaromes Om c6epCmHUKO8
HU usuvecku, Hu UHMEIEeKMYAIbHO.

KnioueBbsle cinoBa: Hacreocmseennas muposunemus I muna, opghaoun (Humusumon), demu

S. I. Polyakova.
THE EFFECTIVENESS OF ORFADIN (NITISINONE) THERAPY IN THE TREATMENT OF HEREDITARY TYROSINEMIA

TYPE 1

Federal State Budgetary Institution "Scientific Centre of Child Healthcare" of the Russian Academy of Medical Sciences, 2/62,
Lomonosov avenue, Moscow, 119991

Diagnostic criteria and principles of therapy of hereditary tyrosinemia type 1 (HTI1) are submitted in this article.
Several variants of clinical presentation of HTI, and our four-year experience in the treatment of eight children are
presented. Despite of late start of therapy its safety and efficacy have been proved. The main problem in the treatment
of HT1 in Russian Federation is the prolonged period between decision-making and the actual implementing of Orfadin
(Nitisinone) supplementation. Non-stop treatment is a key issue for the rehabilitation, children receiving continuous

treatment did not differ from their peers, either physically or intellectually
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MOCTb TIPHBJICYb BHHMAaHUE MEAUIMHCKOW OOIECTBEH-
HOCTH K OONBHBIM AETSIM, CTPAJAIONIMM HACIECICTBEHHON
tuposunemueirt 1 tuna (HTI): k MakcuManbHO paHHEW JuarHo-
CTHKe 3a00JICBaHUs, CBOEBPEMEHHOMY U OecriepeboiHOMY Jie-
KapCTBCHHOMY OOECIEYCeHUIO OOJBHBIX B KpaTyaiIllue CpPOKH,
00BbEAMHEHHIO YCUIIHI Bpadell pa3InuHbIX CIIeUUATbHOCTEH JUIs
orpe/esieHUs ONTUMAIbHON TaKTUKU JICYEHHUS B KaKOM Cllydae
HTI, xotopas xapakTepu3yeTcs XOpOIINM OTBETOM Ha TEPAIUIo
HUTHU3MHOHOM JIaXK€ Ha MO3/THUX CTAAMUAX 3a00I€BaHMs.
Hacnencreennass HTI, nnu remaropeHanbHas THPO3UHEMUS,
OTHOCHUTCSI K PEIKMM TI'€HETHYECKHM OOJE3HSIM C ayTOCOMHO-
PelEeCCUBHBIM TUIIOM HAacJeI0BaHUs, 00yCIOBICHa MYTallMIMU
B TeHe epMenTa (hymapriianeroarerassl ((pyMapuiIaneToruapo-
na3sl — FAH), OMIM 276700, kox MKB-X — E70.2 [1-4]. T'en
FAH nokanu3oBan Ha AiiHHOM T1iede 15-i xpomocomsl (15q23-
q25), cocrout u3 14 3xK30HOB, U3BeCTHO 20 pa3IMYHBIX MyTaIUH,
4 —gacteix [1, 5, 6]. Yactora HTI B pa3nuvHbIX MOMySAIUSIX KO-
ne6nercst ot 1:100-200 ThIC. )KUBBIX HOBOPOXKICHHBIX. YacToTa
HocutenbeTBa MyTauuiit HT1 B momymsiusx 1:150-100 uenosex.

TnaBHoﬁ 3a/a4eil 3Toil myOnuKkanuu sBisgeTcss HeoOXonu-

Jlns koppecnonaenuuu: /lonaxkosa Ceemnana Heopesna, n-p Mell. Ha-
VK, BEJl. Hay4. COTP. FaCTPOIHTEPOIOTHYECKOTO OTA-HHS C TEIaTOJIOTH-
yeckoit rpynmnoi HI3/1 PAMH

ITonoBbIX pa3nuuuii HA B YaCTOTE BCTPEYAEMOCTH, HU B TSKECTH
teueHus HTI He BbIsIBIIEHO.

YeTKkux B3aMMOCBsI3ell MEXIy TEHOTHUTIOM H (DEHOTHIIOM He
YCTaHOBIICHO, PA3JINYHbIE KITMHIYECKHE BApHAHTBI MOTYT IIPUCYT-
CTBOBATH y YJICHOB OIHOM CEMbHU C OJIMHAKOBBIMU MyTalusmMH [7].

[Tarorene3 HTI Tuma oGycioBieH MHTOKCHKAIMEW MPOIyK-
TaMHM aHOMAaJBHOTO paclaga TUpO3MHa — (yMapuianeroarera-
TOM W MAaJICWJIAIETOAETaTOM M MX KOHEYHBIMH MeTabOIuTaMu
— CYKUMHMJIALIETOHOM U CyKIMHMiIaneroaneraroM (puc. 1). Ha-
KOIUICHHE 3THX METAa0O0INTOB IPUBOIHT K PA3BUTHIO IEUCHOYHON
HEJI0CTATOYHOCTH, LUPPO3Y MEUYEHH, TyOyIOIaTHH MOYeK ¢ Gop-
MHUpOBaHUEM cHUHJpoMa (DaHKOHH, TOJIMHEHpONaTUH, Kapuo-
MHOIIATHH, & Ha Oojiee TO3[HeH CTaIuK — renaToleIUTIIPHOM
kapruHomsl (I'IK). Kpome Toro, cyknuHmIaneToH HHIHOUpyeT
$-aMHMHOJIEBYIMHATICTHIPATa3y, I[POMEKYTOUYHBIH  MeIHaTop
nmopdOOHIMHOTEHA, YTO TPUBOAUT K HAPYIICHHIO OHOCHHTE3a
reMa U KIMHUYECKH MOXKET TPOSBISTHCS CUMIITOMAMH OCTPOM
nepemMeskaromiei nopgupuu — O0JISIMHU B )KUBOTE, apTEPHATIbHOM
TUTniepTeH3uel, Heliponarueii [4, 7, 8].

J10 90% GonbHBIX Oe3 crienuduueckoro JeUeHust U TPaHCILUIaH-
TaIMy [IEYeHU paHblle ymupainu B Bo3pacte a0 10 et [9, 10]. bei-
JIO TTIOKA3aHO, YTO BBDKUBAEMOCTh 3aBHCENa OT CPOKOB TTOSIBIICHUS
cumntoMoB[ 10]. Tak, ipu nedrote Ooe3HU B BO3pacTte 10 2-X MecC
K TOJly yMEpIIH IpakTU4ecku Bee aetu (96%), npu Hauase 3abose-
BaHUSI B BO3pacTe OT 2 10 6 MeC BEDKHBAEMOCTh ObUIa UyTh BBIIIE
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(mo 6 ner ymupanu 74%), npu
MOSIBJICHUU CUMIITOMOB B BO3- deHunanavmH  [—— TuposauH
pacre crapmre 6 Mec B TeUCHUE
10 et ymupanu 38%. l TuposuHamuHoTpaHcdepasa
Knunuueckas Kapmuna (nedpuunt- II TN TMpo3mHemumn, OMIM 276600)

HTI upe3BbruaiiHo moauMopd-
Ha U MO3BOJIAET 3aMOA03PUTh

4-OH-denunnupysat

HTIA npu Hanuyuu remnarura

B COYETaHHMHU CO CIELYIOUIMMHU -

CHMIITOMAMH: To4yka OencTeus [,
Butamud K-3aBucumas HUTUSMHOHA

4-OH-dpeHnnnmpysaToMoKcureHasa
(nedpunumnt- I TN TMposuHemumn, OMIM 276710)

Koarynonarusi — 1euiuT Beex
MEYCHOYHBIX (PAKTOPOB CBEp-
teiBanus (11, V, VII, X, IX, XI,

[omoreHTnanHoBas kucnorta

MyTb cnHTE3a NopduprHa

XII), xoarymomarusi C ymIU- *

HEHHEM MPOTPOMOWHOBOTO M

5-AMVHONEBYNNHOBASA KNCNOTa

AKTUBUPOBAHHOI'O YaCTHUYHOIO Manevnaueroauerar  f--«

TPOMOOILIACTUHOBOIO  BpeMe- ; :
a1 (AYTB) npu camkennu mpo- * t-m| CykumHmnauetoaueTat :
TPOMOMHOBOTO MHJEKca, (Huod- :
puHorena, anturpomOuna III. dymapunaveroauerar  |--- !
Koarynomarust vame BcTpeda- :

Y A P i MopdobunmHoren-
€TCsl IPM OCTPOM THPOSUHEMHU  HacneacTBEHHas CyKUMHMNALETOH o= uHTasa
(HTIA) u KIMHHMYECKM 3HA9H-  TupoauHemus | Tun FAH N4
TENBHO TSKETEe, YeM TIPH JIpy- OMIM 276700 v
rux OONe3HsX Me4eHu, TOraa
KakK akTHBHOCTb TPAaHCAMHUHA3 U dymapart + aueToaueTart MopdobunmHoreH
coziepkaHue OmMpyOuHa, Ha-

MIPOTUB, HM3MEHEHbl YMEPEHHO
3a cuer kak ACT, tak u AJIT,
BBICOKAsl CTENEHb IUTOJIN3A
BCTPEYAETCS PEJIKO;

- xonectas: npu HTIA ymepeHHbINH BHYTpPUIIEUEHOUHBIN XO-
necra3, npu HTIb xonecta3 AuCCOLMMPOBAHHBIN C HOPMAaib-
HBIM YpPOBHEM OmInpyOMHa, HO C BBICOKHM YPOBHEM TraMMa-
irokypoHunTpancnentuaassl (ITTI) u mwenoynoit pocdarasbr
(ILI®), n3meHeHust mocaeIHe MOTyT OBITh ITPOSIBICHUEM OCTPO-
T'O paxuTa;

* BTOPUYHBIA THIIEPIIAPATHPEO3 COMPSIKEH C THITOKAJIbIHE-
Muel U runodocdareMueid 1 COOTBETCTBYIOIIUM UM KabIIWH-
u ¢pocharypueit. IlpusHaku cuuapomMa DaHKOHHM BKIOYAIOT
IIIOKO3YPHIO, TeHEPATM30BAHHYI0 aMUHOALUIYPHIO, MOYCUHbIH
KaHaJIbLEBBIH anuno3, ocdaryputo. [lpuyem nposiBneHus cuH-
JpoMa MOTYT OBITh KaK ITOJHBIMH, TaK U HETIOJIHBIMH;

* TUMONNIMKEMUS — OJIMH M3 YacTbIX U TSKEJbIX CUMITOMOB
OCTPOI THPO3UHEMHUY, IIIOXO [IOAJAETCS AUETOTEPAINH, [I0 MHE-
HUIO psJia aBTOpPOB, OOYCJIOBIICH THHEPHPOAYKIMECH HHCYJINHA
[11], uTo HAMM He TOATBEPKAATOCH HU B OJTHOM M3 TPEX HaOF0-
JABIINXCS CIIy4YaeB.

Kuaaccuduxanus

B ocnoBy knaccudukanuu HTI momoxeHbl KIHHHYECKHUE
BapuaHTbl ee TeueHus. Tun HTIA xapaxrepusyercss ocTpbIM
TEUYEHHEM, PaHHUM Ae0rTOM OT 2 110 5—7 Mec, BCTpedaeTcs B
3 paza game, yem tanm HTIB ¢ momocTpeiM mim XpoOHHYECKUM
teuenneM. HTIA Tuma gacto ocraeTcsi HE paclo3HAHHOW WM
MoATBEprKAaeTcs nocie cmeptu pedenka. Ocrpas popma HTI xa-
pakTepu3yeTcs 3a/Iep)KKON pa3BUTHs, GeOpHIBHON JIMXOPaaKOH,
PBOTOIi, Tuapeei, rernaToMeraireil, )KUBOT YBEITUUEH, HAMPsKEeH
Kak 3a cueT rernaroMerajuy, B MEHbLICH CTENEHH CIUICHOMETa-
JIUM, TaK ¥ 33 CUET aCIUTa U JUHAMUYECKOW HENPOXOAUMOCTH.
JKenTtyxa MOXKeT OBITH Ha CTaAnH ocTporo renatuta. [Ipn ocrpom
HKEITYIOYHO-KHIIIEYHOM KPOBOTEYCHUH MOXKET OBITh MEJICHA, PBO-
Ta KO(PEeHHOHN TyIeH, MpU CHIKCHUU OEKOBO-CHHTETHUECKOM
(YHKIUH TICUCHH TOSBISIOTCS 0€30€TIKOBBIC OTEKH, aHACAPKA,
HepeoKo OUAcHOCMUPYemcsl Kak Cencuc.

[Ipuunnoii cmeptu npu ecrectBenHoM Tedennu HTIA wgame
SIBISIETCS OCTpasi MeUYeHOYHAs! HEIOCTaTOYHOCTh U KaracTpodu-
4eCKOe KPOBOTEUCHUE Ha ee (OHE, AUArHO3 3aTPYAHIETCS TaKu-

Puc.1. Ilytu ¢usnonorunyeckoro (CIIIONIHAS JIMHNS) M aHOMAJIBHOTO (MyHKTHPHAsI JIMHUs) MeTabonn3ma
THPO3UHA, TOUKA AEHCTBHUS HUTH3WHOHA.

MH, COMYTCTBYIOIIUMHU COCTOSIHUSIMH KaK BHYTPHYTPOOHAs WH-
(exums, HeOHaTaIbHBIN TeMATUT, CETICHC.

Xponnueckoe teuenne HTI (tun b) wame nporekaer ¢ npe-
HUMYIIECTBEHHBIM TMOPAKEHUEM TMEeYeHH (IIMPPO30M, Terarores-
JIFOJISIPHOM KapLUHOMON) M pexe — C MPEeUMYIECTBEHHBIM T10-
paKCHHEM TIIOYEK PaxXUTOMOMOOHOrO 3a00JIeBaHMs BCIEACTBUE
TSDKENION TyOysonaTuu (BTOPHYHOTO cHHApoMa MaHKOHU — aMu-
HOAIMIYPUH, TIIOKO3YpUH, GochaTypuH, MOYETHOTO KaHaJbIe-
BOTO anua03a). Penko 3a0oieBaHNEe MOKET HAuaThCsl C HEreue-
HOYHBIX [IPOSIBJICHUH 110 TUITY Hophupun (nepudepuuecKux Heu-
ponaTHii, OCTPhIX a0IOMUHAIBHBIX KPU30B), TAPO3UHEMHYECKUX
KpH30B C JIUXOPAIKOW, PBOTON, MHTOKCHKAIMEH, KapInOMHOTIa-
THEH M HEPEIKO MPOBOIMpyeTcs OenkoBoi nuineil. be3 nedenus
cymectByeT BbIcOKUN puck (1o 40%) passurus I'LIK. Hauanb-
HBIC IPOSIBIICHHSI 1axke rpu 1B Tune oOHapyxuBaroTcs Ha 1-M ro-
AY JKU3HHU B BUAC IeriaToMerajinu, rurnorinkeMuu, MmOTIUBOCTH,
c1ab0CTH, TIOMUYPUH, BUTAMUH D-pEe3HCTEHTHOTO paxuTa.

Xponnueckas popma (HTIB) mporekaer nerde, 0ocoOCHHO,
Koraga A€TH OTKa3bIBAKOTCS OT 66HKOBOI>’I MU, a POAUTEIIN HE
HACTAMBAIOT Ha e MpueMe. [ ernaroMeranus BbIBISETCS Y BCEX
JIeTeH, Mopa)keHHe MOYeK ONPECISIeT Pa3INIHyIO CTEIIeHb PaXH-
Ta — OT MUHUMAJILHOU runodocdareMuu u BaabrycHoi aedop-
Maliy HOT 10 TSDKEJOH aedopMmaiun CKenera, I03BOHOYHHKA,
IPYIHOM KJIETKH, BIUIOTH JIO MOJHOW ITOTEPH OMOPHOH Crocoo-
HocTH. Kapnuomuonarus n aprepuanbHasi TUIIEPTEH3US IPOSIB-
JSI0TCS KaK B pes3ysbrare MeTabONMYECKUX MPOLECCOB, TaK H
BTOPUYHO Ha (OHE TTOPAKESHUSI TIOYUEK.

Bepuduxanus nuarsosa

1. ITarorHomormuubiM Tipu3HakoM HTI sBisiercst BhICOKHiA
YPOBEHb CyKIMHMIIALETOHa B Moye (Hopma 0-2,0 mmoib Ha 1
MOJIb KpEaTHHUHA) U I[U1a3Me KPOBHU; OJHAKO IOSIBJICHUE CYKIIH-
HUJIAIIETOHA B KPOBU M MOYE MOXET OBITh IPU 0OpaTHMOMN HH-
ruuimn GpepmMenTa (Harpumep, OETKOBOM IEPEKOpPME, PHUBOJIS-
meM K (PyHKIMOHANbHOW HenocratouHoctH FAH, BckapmunBa-
HUU HEPA3BEJCHHBIM KO3bUM MOJIOKOM.

2. IloBbIIeHHOE COAIEpKAHNE apOMATHUECKIX aMUHOKHUCIIOT
(TUpo3uHa, METHOHMHA, NPOJINHA, (PeHUIATaHUHA U JIp.), OIpe-
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JIENIIEMbIX METOJIOM TaHJEMHOM Macc-CIEKTPOMETPHH, IOsBIIE-
HUe "KamyCTHOro" 3armaxa, KOTOpbId He Tak crenu(uveH, Kak
OIHUCBIBAIOCH PaHee, U CKOpEee OTPaKaeT NEYCHOYHO-KIICTOUHYIO
HE/I0CTaTOYHOCTb.

3. Anbda-deronporenn (ADII) — mapkep mponudepau
skemuHbIX xon0B, pu HTIb moBeimien B gecstku, a y aerei ¢
HTIA — naxxe B ThIcsiuM pas, noseimienne APII He cnienuduy-
HBI, HO YyBCTBUTENBHBIA Npu3HaK. [Ipn HOpMamsHOM ypOBHE
A®IT nuarno3 HTI comuurenen (y aereii ot 0 1o 3 mec ADII <
1000 ur/mur; ot 3 mec g0 18 et ADIT < 12 Hr/m).

4. KocBennbim mnpuszHakoM HTI sBmsiercs moBbimeHne
$-aMHHOJIEBYJICHOBOM KHUCJIOTHI, TaK KaK CYKLIMHNJIAETOH UHTHU-
OupyeTr AeruporeHasy 0-aMHHOJIEBYJICHOBON KHCIOTHI B IIEUSHH
W 3pUTPOLIUTAX.

5. T'eneruueckoe uccienoBaHue ABISIETCS MOATBEPKAAIOLIIM
METOJIOM, OOHapYKeHHE 2 MyTalMid (TOMO3UTOTHI MJIM KOMIIAYH/I-
reTepO3UTOTHI) BEPUPHUIIIPYET TUATHO3.

Jleuenue

Jlo 1992 r. enMHCTBEHHBIM PaJAMKaIbHBIM METOJOM JICUEHHS
HTI Oblna TpaHCIIaHTAIMS TIEYEHH, KOTOPAsi OXBAThIBAJIA TOJIBKO
10% nereit, ocnoxusanack 10-20% mnociaeonepannoHHONH cMmep-
1610 [5, 10]. Jaxxe mpu ymauHo# TpaHCIDIAHTALUU TIPOTPECCH-
pOBaHHE TOPaKEHUS TTOYEK HE OCTAHABIMBAJIOCH, TPEOOBAIACh
NOXKU3HEHHAss MMMYHOCYNpeccuBHas Tepanus [12]. Penyuunpyro-
m1ast 6e30esIKoBast AMeTa JMIIb TOPMO3UIIA TIPOTPECCUPOBAHNUE 3a-
OoneBaHMs M MO3BOJSUIA JOXKUTH 10 TPAHCIUIAHTALIUH.

B Teuenne 20 et B MUpe B Ka4eCTBE €AMHCTBEHHOTO I1aTOre-
Hetnyeckoro cpencrsa sedenuss HTI ucnonb3yercss HUTU3MHOH
(NTBC) [8, 13, 14].

Jloza monOupaercss MHIMBUAYATIBHO B 3aBUCUMOCTH OT (-
(heKTUBHOCTH, KOTOpasi OLIEHUBAETCS 110 YPOBHIO CyKIIMHUIIAIE-
TOHA B MOUY€ U KPOBH M THPO3WHA B CHIBOPOTKE KpoBH. OOBIYHAS
TepaneBTUYECKas J103a COCTABISICT | MI/KI B CYTKH, HadallbHasl
no3a 1-1,5 MI/kr B cyTKH, eciy ypoBeHb THpO3HHA MeHee 600—
800 MKMOJIB/JT, HO HE BBIIIE 2 MI/KT' B CyTKH, CyTOYHAs /1032 Ja-
eTcs B 2 IpUeMa BHYTPb. YBEJIUUCHUE 03B 10 2 MI/KT B CyTKU
BO3MOJKHO TPH OTCYTCTBUH 3(dekra (He ymydratoTcs mokasare-
JIM KOaryJlorpaMMbl, YpPOBEHb CYKIMHHJIAIIETOHA HE CHUIKACTCS
B TEUEHHE 2 HEJENb), YPOBEHb THPO3MHA cocTaniseT oosee 800
MKMOJIB/J1. UeM BbIllIe YPOBEHb THPO3MHA B KPOBH, TEM JKECTUE
JIOJDKHBI OBITH OrpaHuucHus Oenka B quere (He Oormee 1 r/kr).
IToTpeOHOCTD B IpyrHX HE3aMEHUMbIX aMUHOKHCIOTAX BOCIIOJ-
HSIeTCS Ha3HAuUeHHEM JieueOHOro muTaHus (10 2 I/Kr), 4To T03BO-
JSIeT TOOMTBHCS HOPMAIBHOTO pocTa M pa3BuTHs pedenka. Kop-
peKnus 1036l HUTH3MHOHA MIPOBOJMUTCS B 3aBHCUMOCTH OT OHMO-
XUMHUYECKHX TOKa3aTeield U YBEIMYCHHUSI MacChl Tella peOeHKa.
Oxono 10% OGosibHBIX Ha TEparui HUTU3MHOHOM HE OTBEYAIoT,
YTO MOAYEPKHBACT HEOOXOAUMOCTH OMOXMMHUYECKOTO MOHHTO-
puHra (orpejeneHue CyKIHHWIALETOHa B Moue, (DYHKIIMOHAb-
Hble 11poObl neuenu, ADII), u ABIAIOTCSA MOTEHIMAIBHBIMU TIpe-
TEH/IEHTaMHU Ha TPAaHCIIAHTALMIO [TeUEHH.

HuTu3uHoH 610KHpYyeT aHOMaJbHBIN pachax TUPO3UHa, I1e-
pesonut HTI B HTII (puc. 1). IIpu 3T0M copepkaHue TUPO3UHA
YBEJIMYMBAETCS, HO HE MPOUCXOAUT MHTOKCHKALMU MPOAYKTa-
MU pacriajia, Takoi MEXaHHU3M JICHCTBHS Ha3bIBaeTCs CyOCTpaT-
penyuupymouei repanueid, UMest B BUy cyOcTparhbl OTpaBJIsio-
e OPTaHu3M, a He COOCTBEHHO TUPO3WH. CHIKEHNE KOHIICH-
TpalMyu THPO3MHA B CHIBOPOTKE JOCTUTACTCS HHU3KOOEIKOBOM
JUETOH W Ha3HAYEHHWEM CIIEUAIU3UPOBAHHOTO JAHETUYECKOTO
npoaykra "Tuposugon", He cojaepxkaimero QeHuIaIaHuHa
(mpeniiecTBEHHUKA TUPO3MHA) U THUPO3MHA, WM €r0 aHAJIOTOB
"Ananora XPHEN", He conepakaliero peHunagaHuHa, THPO3U-
Ha 1 MmetnonuHa, "TYR Amnanora".

Jlo Hauana Tepanuy HUTU3MHOHOM B IIEpHOJIE Mpe/roarae-
MOrO AMAarHo3a, Korga yxe TpeOyercss orpaHudeHHe Oeika, HO
emte He BepuduuupoBana HTI, y neteii nepBbix 2—3 Mec KH3HH
1e7IeCO00Pa3HO MPOAODKUTH TPYAHOE BCKAPMIIMBAHNE MIIH H3bI-
CKaTh BO3MO)XHOCTb JIOHOPCKOTO BCKApMIIMBAHUS, Y JeTed 3—5
MeC — OrpaHUuYUTh 00beM BCKapMIIMBaHUs Ha 1/3 ¢ 3ameHOl Ha

61 —

YaCTHYHOE MapeHTepaIbHOoe MuTanue HHQy3usiMu 10% TITIOKO3bI
(150 mMuI/KT B CYTKH) W JIETSIM CTapilie 5 MeC BBECTH MPUKOPMBI
Ha BOAEC, Ha3HAYUThL CMECU C MUHHUMAJIbHBIM COACPIKaHUEM 6em<a
1,2-1,4 r ma 100 M cmecn, < 1,5 r Ha 1 KT Maccel Tena pedeHKa.

ITocie Ha3HaueHnust HUTU3MHOHA, 1,5—2 1 6eka Ha 1 KT MacChl
TeJla, a COOTHOLIEHUE OelIKa MUIIEBOro U Oeika TUPO3UA0HA CO-
crapiseT 1:1, neduuT He3aMEHUMBIX AMHHOKHCIIOT MOHUTOPH-
pyeTcsi MUHUMYM pa3 B IOJIT0/Ia HCCIIeOBAaHNEM AMHHOKHCIIOTHO-
IO CIIEKTPa CHIBOPOTKH KPOBHU TaHAEMHOM Macc-ClIeKTpOMeTpuei
WIM aMUHOKHUCIIOTHBIM aHanu3oM. llocnenyromas KOppeKIus
OenKOBOrO JeduInTa MPOBOAUTCS MPHU CHUKEHUH (eHHana-
HuHa MeHee 20 MxMonb/a (Hopma 20—125 mxmorb/i). TIpu koH-
LEHTpalMU TUPO3UHA B KpoBU Oosiee 600 MKMOJIb/J BBICOKA Be-
POSITHOCTH TTOOOYHBIX SIBICHUH B BUe (POTOTYBCTBHTEIHHOCTH,
(hoTO00S3HY, JFOKEHUS U 3y[a B IVIa3ax BCICACTBHE OTIIOKEHMS
KPHUCTAJUIOB TUPO3HHA B POTOBHILE, YTO TpeOyeT 0ojee YeTKOro
COOJIOIEHHsT PEKOMEH AL TI0 OTPaHHYCHUIO OEITKOB.

ITnan MOHUTOPUPOBAHUS APYTUX OHOXUMHUYECKUX IapamMe-
TPOB HAIpaBJIeH IIaBHBIM 00pa3oM Ha KOHTPOJb ypoBHs ADII,
HECMOTPS Ha TO YTO PHCK Pa3BHUTHS T€NATOLEILIIOSPHON Kap-
LIMHOMBI CHIKaeTces B 8 pa3 [9, 15]. J{ns aToro xe mpoBoguTcs
cucremarndecku Y3U, KT u MPT. [lepnoanuHocTh MccnenoBa-
HUU oTpaxkeHa B Tadm. 1 [3, 5].

B noctynHo#t Ham nUTEpaType HET CBEACHHN O CPOKAX peIul-
nuBa HTI npu ormene tepanuu. PeanbHOCTh TakoBa, 4TO Ha ce-
TOIHSLIHU IeHb 3 U3 8 HeTell npepBal TepaIuio H3-3a TOT0, YTO
OpraHaMH MECTHOTO 3/[PaBOOXPAaHEHHUS )KU3HEHHO HEOOX0IMMOe
JIEKapCTBO JETSM-MHBAINAAM He 3aKkynaercsi. OTBETCTBEHHOCTD
3a HEHCIIOJIHEHUE 3aKOHA 110 00eCIIeUeHHIO IeTell 3aperucTpupo-
BaHHBIM Ha TeppuTOpuH PO 1ekapCcTBEHHBIM CPEICTBOM (TOPTo-
Boe Ha3BaHue "Opdanun") 3akOHOAATENBHO He omnpeneneHa. 13
8 nereild, xuBymux B P® ¢ nuarnozom HTI, Tonbko Tpoe obe-
cnieunBaroTcs Oecriepeboiino (Ps3anckast, YibsHOBCKas 001acTh,
PecnyOnuxka SIkyTus), oqHa IeBouka oOecliedeHa TOJNBKO MOCie
oOpartieHust poJuTeNnell B MpoKyparypy ¢ kano0oil Ha Hapylle-
HHE TIpaB peOeHKa-MHBAJIHIA, YETBEPO IOMYYald Ipernapar oT
(upmbI-npon3BoanTeNs oT 3 Mec 10 3,5 roga Mo akram 0Oiaro-
TBOPHUTEIbHBIX OKEPTBOBAHHH, a TAKXKE Pa3IMYHBIX ONAroTBo-
PUTENBHBIX (DOHAOB TPOE YK€ HE TONYJaI0T JIEKapCTBO OT 2 JI0
6 mMec. DTux JieTeld Mbl ObUIM BBIHYK/JICHBI BEPHYTh K HU3KOOEII-
KoBOH nuere 1 r Ha | Kr Macchl Tejla U MEHEe, OHU IMOIy4aroT
UCKITIOYUTENIFHO BETeTAPHaHCKyI0 MUILYy ©Oe3 cou, OO0OOBEIX,
PEKOMEHI0BaHbI 0e30€JIKOBBIC MPOIYKTHI, JANPO(UHbI, KaJOpH-
YyecKasi HeIOCTaTOYHOCTh IOKPBIBAETCS 38 CUET PACTUTENILHOTO
Macia  yIIieBOIOB.

Toprosoe naspanue HutuzuHona "Opdamuu®", "Swedish Or-
phan Biovitrum" (IlIBerust), aHamoroB opgaanHa B MUpPE HE CY-
mectByeT. Coto3 neanarpoB Poccun pekoMeHyeT HCIoNb30BaTh
ero B neduenuy HTI Ha craguu no passurust LK.

OneHka U KOHTPOJIb 3(pPeKTHBHOCTH Tepanuu

UeM paHbllle YCTAaHOBJICH UArHO3, TEM JIy4llle pe3yJbTar Jie-
geHus. Y 90% nanueHToB Ha GoHE IMpHeMa HUTH3MHOHA Iede-
HOYHAasA HEJOCTATOYHOCTh CTAHOBHUTCA KOHTpOJ’IpreMOﬁ, BHCIIC-
YEHOYHBIE MPOSBIICHNUS, KaK MPAaBUIIO, KyUpyoTcs. HUTH3MHOH
obmamaeT xopomeil TepeHOCUMOCTBIO, 0KUAAEMO€e TIOBBITIICHNE
B IIa3sM€ KPOBU YPOBHS TUPO3UHA KIIMHUYICCKH HE MMPOABIIACTCA
y OonbmHcTBa geteil. Jnarnocruka LK Ha mo3aHux cragusx
nmuarHoctuku HTI siBisiercst BayKHBIM MOMEHTOM BbIOOpa METOJIA
JICUCHHs, TaK KakK TpC6yCT Ha3HA4YCHUSI HUTHU3UWHOHA NEpE. 1ia-
HUPYEMOH TpaHCIJIaHTAlMEH TIeYeHH.

YpoBeHb THPO3MHA JKEJIATEIbHO YICPKUBATh B JUANa30HE OT
200 1o 400 MKMOJIB/JI, YTO HE MO3BOJISET MOSIBUTHCS MTOOOYHBIM
s dexram.

VYiprpa3ByKkoBO€ HCCIIEIOBaHUE OPIOIIHON MOJIOCTH TOJDKHO
IIPOBOAUTCS KaXkJble 6 Mec, a MAarHUTHO-PE30HAHCHAs! TOMOIpa-
¢ust (MPT) neueHu — eXKero1HO, €CJIN BBISBIISIOTCS TIOI03PUTEIb-
HBIE Y3JIOBBIE 00pa30BaHUs, TIOKa3aHbl METOIbI BU3YaJIH3aIHU C
koutpactupoBanreM (KT, MPT, paauousoronHoe wuccienoBa-
Hue), nospossitoue noarsepauts LK. Yposens ADII nomken
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Tabnuma 1

Il;1aH MOHMTOPUPOBAHUS TAPAMETPOB KPOBH M YaCTOTA HHCTPYMEHTAJIbHBIX HCC/IeI0BAHMI NPH HA3HAYeHHMH HUTH3MHOHA

HUccnenoBanue Hauano IIepBbie 6 mec ITocune nepBbIxX 6 Mec U Janee
repa 1 pa3 B Mmec 1 paz B 3 mec 1 pa3 B 3 mec 1 pa3 B 6 mec 1 pa3 B rox
KoHueHTpanus aMMHOKUCIOT 1 1 1
CyKUMHMIIALETOH B MOU€E 1 1
O06mmit ananus kposu (Hb, Ht, Plt, WBC) 1 1 1
HccnenoBanue neueny u ee GyHKIHi
AO®II B CHIBOPOTKE KPOBU 1 1 1
IIpoTpomOuHOBOE BpeMsI 1 1
YactuyHOE TPOMOOIUIACTHHOBOE BPEMSI 1 1
OnnpyouH 1 +
AJIT/ACT 1 1 +
I'TTII 1 1 +
Ilenounas docarasa 1 1 +
KT wmu MPT! 1 1
TToukw, ckener
OO0umit aHaM3 MOYH, KPEaTUHUH 1 1
Hencumerpust (ctapiie 4 jiet) wiu 1
Penrtrenorpadus

IIpumeuanne. +— no KIMHAYECKAM AaHHBIM; | — MPT mpeanodruTenpHee ¢ KOHTPACTHPOBAHUEM MIPH IIOA03PCHHUN Ha aIeHOMY, IPH 00-

Hapy>XCHUHU y3JI0B U ISl OLICHKH pasMEpPOB IOYCK.

KOHTPOJIUPOBATLCS KaxkIble 3—6 Mec, a MOBTOPHOE IMOBBILICHHE
A®TI 1omKHO CITy)HUTh TOBOJOM IS YIIIyOJISHHOTO 00CIIe0Ba-
Hus Ha npeamet ['TK.

3abosneBaHue JeTeH, MMEIOMUX IEUCHOUHYIO HEJOCTaTod-
HOCTb, 4aCTO MIPOTEKAET KpaiHe TSDKENIO ¢ BBIPAXKEHHOM Koaryso-
maTueit n acuuramy. HasHaueHne HUTH3HHOHA OOBIYHO TIPUBOIUT
K BUIUMOMY KJIMHHUUYECKOMY YJIy4IIEHHE B TEUCHHE HECKOIBKUX
nHel, 90% nanueHToB OTBeYaloT Ha Tepanuio. Eciau npoduib
KOaryJsiiuy He YJIy4lIaeTcs B Te4eHue 1 Hell, TO 103y HUTH3UHO-
Ha ClIeqyeT HOBBICUTH. Y OOJBLIMHCTBA AETEH, KOTOpble UMEIOT
KJIMHUYECKHE MPOSBIECHHS LUPPO3a U MOPTAIbHOMN TUNEpTeH3Uy,
JIeYeHUE MIPUBOJUT K KOMIICHCALMU U [JaXKe perpeccy LUppoTHYe-
CKUX U3MEHEHUH.

@DyHKIUS TOYEUHBIX KaHAIIbLIEB HOPMAIU3YeTCs, IpeKpallia-
FOTCS OTEPH Kanblus U pocdopa ¢ MOYOH.

JleyeHne HUTH3MHOHOM B TEYEHUE MEPBLIX 3 MEC JKU3HU
IIpeloTBpalllaeT pa3BUTUE KapAUOMHONATUY, IpU Oosee Mo3[-
HEM Hauajle ee TeYCHHe yIydIlaeTcs He3aBHCHMO OT (pOpPMBI 3a-
OomeBaHus.

ITpumeHeHUEe HUTU3MHOHA 00ECIIEUNBACT MIOJHOE KyIUpPOBa-
HIE HEBPOJIOTHUECKUX KPH30B TI0 THITY MOPHUPHH.

IToxka3anus k TPAHCIVIAHTAIUMHA MEYECHHU, B TOM YUCJIC NIPA
JICHCHUU HUTHU3UHOHOM

B cocTostHum oCcTpoil eueHouHoN HeJOCTaTOYHOCTH TPAHC-
IUIAHTALMIO [IEYEHU IPOBOAT IIPU YCIOBUU, €CIH NPOGUIb KO-
aryJsiMy He yiydinaercss depe3 | Hen sedeHus. B cocrosHumn
XPOHHUYECKOH MEYEHOYHOM HENOCTaTOYHOCTH MOKa3aHUs JUls
TPAHCIIAHTALMU [ICYEHU OIPEEIIIOTCs OOIbIIE 110 TOMY, UMe-
rorcs am noo3penus B orHomenuu 'K, a umenno peunaus mno-
BoIIeHus1 ypoBHs ADII.

VY nmereil crapuie 2 JIeT, KOTOpPbIE HE MOJIYYald TEPAIHIo
HUTU3UHOHOM, ocTtaetcsi Bbicokuid (40%) puck passutus 'K,
TAaKTHUKA B 9TOM Cllydae SABJIsIETCs CIIOPHOW — IMPOBOAUTE TPAHC-
IJIAHTALUI0 WK OTJIOKUTH ee 10 nosiBieHus npuszHakos K.
PexoMenaanuu B 3TOM ciydae CleayeT JaBaTh HHIUBUAYaJIbHO,

Ha3HaYeHHWEe HUTU3MHOHA IMOKa3aHo B 000MX cirydyasx. Peunaus
Hapactanusi ADII B cbIBOpOTKE KPOBH, TPeOyeT KOMILUIEKCHOTO
UCCIICZIOBAHUS, IPU KOTOPOM BEAYLIMMH SIBIISIOTCS Pa3INYHbIC
meronsl Busyanuzanun (MPT, KT) nogo3purensaoro na I'LIK
00beMHOTO 00pa30BaHMUs MEYCHW U MOPQOIOrHUECKOE HCCe-
JIOBaHUE TKaHU NedyeHH, noarsepxkaaroniero I'IK.

Co0cTBEeHHBIE TaHHbIE

Juarno3 HTI Oen ycranosnen y 11 gereit ¢ 2006 no 2012 1,
3 yMepiu /10 MOSABJIEHUS BO3MOXKHOCTHU CyOCTpaTpeyupyomei
Tepanuu (B Tabl. 2 CTPOKM YMEPIIHX JIETEH BBIICICHBI CEPhIM),
OZIHO3HAYHO YCTAaHOBUTb OCTPOE WM XPOHUUECKOE TEUECHHE Y
YacTH JIeTeH 3aTpyAHUTENBHO, TaK KaK OTHOCUTEIBHO ITO3IHUI
neOrT B 15 Mec y pebenka Maromena X. codeTraics ¢ perpeccom
HaBBIKOB, TUTIONIMKEMHUEH M OCTPEHIIIMM TEYCHUEM PaxHTa, pe-
6enox Hukura M. K 5 rojaM UMeI MOJHYI0 pa3BEepHYTYIO KapTH-
HY OCTpPOW TUPO3MHEMHUH C TOJIMOPTaHHOW HEIOCTATOYHOCTHIO,
JpIxareabHONH HepocraTouHocThio 1B cremenu, kapamomuona-
THell, monuHeHponaruei, muppo3oM H TsoxeneidmmM Qocdar-
nuabeToM, XoTs Ie0T oTMeuancs B Bo3pacte | roma, ciydvaid-
HBIM OOHapy>keHueM Ha Y31 00beMHOro 006pa3oBaHus IEUEHH.

5 nereit ¢ xponndeckoit HTT nomyuator neuenue ot 1 mec 1o
4 net. CpenHuit BO3pacT HAYaIbHBIX TPOSIBIEHUH 0oe3Hu 9 Mec.
Jlo Hauana Tepanuu u3 6 OOJIBHBIX OCTPBIM "LBETYHIMH" paxuT
OBUT YCTaHOBIIEH y 5 , y 2 — TsDKeJble CKeJleTHbIe aedopmanuu.
T'umornukemus He HYDKE 3 MMOJIB/JT KITHHHYECKH HE MTPOSIBISLIACK,
KoaryJonarusi KOMIeHcupoBaHHas. ¥ 4 n3 6 nereil ormevanoch
nossimieHne aktuBHOCTH ['T'TII, mpy HOpMaJIBHBIX MOKA3aTENIX
OmmpyOMHa, 9TO CBUIETEIECTBOBAIO 00 YMEPEHHOM XOJiecTase.
uTonu3 cooTBeTCTBOBAJl MUHMMAJIBHOW CTENEHH aKTUBHOCTH
rernarura (MEHee JByX HOPM aKkTHBHOCTHM TpaHcamuHaz ACT >
AJIT).

W3 5 nereii ¢ ocrpoit HTI neGrot ormevascs B Bo3pacTe 2 Mec.
Beicokuii ypoBeHb IMTONM3a OBLI OTMEYEH Y ACTEeH, YMEpIIMX
BITOCJIEZICTBHH, HEIOCPEICTBEHHBIMU NPUYMHAMU CMEPTH ObUTH
cencuc u octpas nmHeBMoHHA. Onnako B omtuune ot HTIb tuma
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Tabnuma 2
Bo3pacr 1e6rota 3a00/1€eBaHHsI M BLIPA’KEHHOCTH OCHOBHBIX KJIMHHYecKHX nposiBiaenuii HTI
Jlebrot Jlnarno3 HaOMIOICHUS. T'emaro- | Iluto- XounecTas: Koary- Tuno Merabo- Paxur
Meraiaust JIN3 6HJ'II/Ipy6I/IH, JIoma- TIINKE- IIP[‘ICCKP[I)’I
[TTII TS Must anu03
XPOHUYEKCAS HT1Bb
Anuna C., 9 mec Luppo3, paxut ++ 2H H/8H + +/- + ++
Juma K., 14 mec I'muxoreHoBast 6onesus 1V, uppo3 +++ 2H H/2H +/- ++ + +
Huxura M., 4 mec  Lluppos, cunpom PaHkoHU ++ H H/H + +/- +++ +H+++
Juma b., 2 rona Cunnpom DaHKOHH + <2H H/H - - +++ +++++
Tans Bb., 1 ron Amnemus (Hb 19 r/n!!) Tunorpodus, ++ <2H 28/5 1 ++ + + +++
PaxuT, XpPOHUUECKUH rernarut
Maromen X., 15 I'mukoreHoBast 60J1e3Hb, PaXUT + H H/3H ++ +++ ++ +++
Mec
OCTPAS HT1 A

Enena K., 3 mec CMV Tenarut + <2H 2uH/2H ++++ +++ - ++
Buxka b., 2 mec Cerncuc, SKCCyIaTUBHAs SHTEPONATUS + 21 2u/4u ++++ + - +
Tons A., 2 mec I'puOKOBBIif cercuc, mape3 KHIIeYHIKA ++ <2 28/4u ++ ++ + ++
Huxomaii A., 4 XOJIeCT. TenaTuT ++ SH Tu/u ++ ++ ++ +
Mec
Huxura A., 3 Mmec  ATpesust )KeIT4eBbIBOAAIINX ITyTei + SH 3H/2H - - + +

y BCeX OOJIBHBIX OBLTO BBISIBICHO 2—7-KPAaTHOE TTOBBIIICHHUE YPOB-
HsI OunMpyOHHa, ¢ PaBHBIM COOTHOLIEHHEM IPSIMOT0 U HETIPSIMOTO
OunpyOuHa U uaeHTndHoe noseienue akrupHoctd ['TTIL Ot-
MEUEHBI IOBBIIICHHAsT KPOBOTOYHBOCTh IPH PE3KOM CHHKCHUH
IITHU (< 60% y Bcex OONBHBIX, MUHUMYM 9%) U yBeTMYEHHUH IIPO-
TPOMOUHOBOIO BPEMEHHU (BILIOTH JI0 IIOJITHOTO OTCYTCTBUS CBEPThI-

BaHUsl), TUIOIIMKEMHs MeHee 2—1 MMoub/i1. Paxutuueckue u3me-
HeHUs BeIpakeHbl MeHblie 1pu HTIA, 4to cBa3aHO ¢ BO3pacToM,
TUTIOKABIEMHs 1 THI0(OoChaTeMus, TOTePH STHX MMEKTPOINTOB
¢ Mo4oii yaie orMmeuanacs y aerei ¢ HTIb B ycnoBusix noyedHoro
KaHAJIBIIEBOTO alli103a, OBLT XapaKTepeH 1 Oojee BEIpakeH aedu-
IIUT OCHOBAHHI U TSHKETBIH METaOOINYECKHI aluao3.

lemaromeranuss oTMedanach Kak IIpH
HTIA, rax u npu HTIB.

Ha npencraBieHHBIX QuarpaMmax JAu-
Hamuku (puc. 2, 3, 4) Haubosee 3HAYMMBIX
apaMeTpoB 0OMEHa YKa3aHbl HYJIEBBIE TOU-
KU TOYKH, 10 Hayaja Teparuu, Ipu OCTPbIX
(opMax Toukd 1 U 2 BBIIOJIHEHBI C HHTEP-
BaJIOM 1 U 2 Mec, IpU XPOHUUECKOM Teue-
uun HT nHTEpBaIb! cCOCTaBISIOT 6 Mec. OTH

napameTpbl HauOoliee 3HAYUMBI JUIs TOJ-
TBEP)KACHUS JMAarHO03a, C OJHOH CTOPOHHI,
M OTpaxaroT dQ(eKTHBHOCTh TEpanuu — ¢
npyroid. ADIT (cm. puc. 4.) Hanbonee cren-
uduunelii Mapkep BepositHoil ['TIK.

N3 8 pereli omna wacTtas MyTanus
IVS12+5G-A ycranoBnena y 1 peOeHka,

IVS6-1G-T —y 5 (y TpOMX B TOMO3HTOTHOM
MOJIOKCHUU U Y IBOMX B TCTEPO3UTOTHOM),

B naboparopun HBO MI'HI] PAMH ycra-

0 1 2 3
3pecb 1 Ha puc. 3 n 4:

—8&— Huknta M.  —&— [Ouma K.
---0--- Tons A. --O-- Hapa B.

—&— Anuna C.
--3K--- Jlena K.

Puc.2. Jlunamuka CyKIMHUIAETOHA B MOY€E JIeTEH, MoTyJalomux ophaanH He MeHee 6 Mec

(0 — o neveHus, ganee Kaxapie 6 Mec.)
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4 HOBJICHAa paHee HE ONMCAHHAas MyTalus B
rene FAH y onHOro u3 0oJbHBIX, IPHOPHU-
TET ONHUCAHUSA KOTOPOH NMPUHAUICKUT CO-
TPYAHUKAM JIaOOPATOPHH.

[TepBoii neyeHnEe HUTU3MHOHOM B Hallei
crpane 4 despais 2008 1. Hayana Annna C.,
2005 roga pokaeHwusl, ele 10 MOMEHTa pe-
TUCTpAllMyU IperapaTa, IMOoJyuyuB pasperie-

—x— [Juma b.
Tansa b.
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Puc. 3. Jlunamuka copepKaHusi THPO3UHA B CBIBOPOTKE KPOBHU JeTEH
¢ HTI na done tepamun opdaxuaom (1 mr/xr).

HHE JIOKaJBHOTO THYECKOr0 KOMUTETa M HH(POPMUPOBAHHOE CO-
IJIacHe MaTepH, COTIACHO MpHkasy MuH3zapaBconpassutus Poc-
cum ot 9.08.05 Ne 494 "O nmopsiike mprMeHEeHHs JIEKapCTBEHHBIX
CpeICTB y OOJBHBIX 110 )KU3HEHHBIM MokazaHusiM". Hauata Tepa-
7, TIPUBEAIIAs K CTaOMIM3aUK COCTOSHUS M PErpeccy Lup-
pO3a U MOPTaIbHOM THIIEPTEH3UH, BOCCTAHOBUIICS MUHEPATbHBII
00MeH, pa3BUTHE IEBOUKH CTAJIO COOTBETCTBOBAThH BO3PACTY.
[TpomomKNTENFHOCTh TEpalnuy cocTaBisieT or 50 Mec 10
1 mec, y 3 merell oTMewaeTcs mepephiB B JCUSHHUH, YTO UpeBa-
TO Pa3BUTHEM OCJIO)KHCHHH, ITOCKOJIBKY BBICOKHE KOHIICHTpA-
IIUM THPO3WHA MOTYT MPHBECTH K THPOSHHEMHYECKHM KpH3aM
B YCIIOBHAX OTCYTCTBHUS Tepammu. CHCTeMaTHdecKnil KOHTPOIb
H KOHTAKT C 6OH]>HI)IM MO3BOJIWJIM TIPEAYNPEAUTL Pa3BUTUC HE-
JKeJIaTeIbHBIX MOOOYHBIX SBJICHHI, 3a0IaroBpeMEHHO OOJBHBIC
OBUTM TIEpEBE/ICHBI Ha 0€30CIKOBYIO JMETY, C 3aMELICHUEM JI0
2/3 Genka 3a c4eT THUPO3HUIOHA, TOCTEIIEHHO IIPOBEICHO CHIKE-
HHE CyTO4HOU no3upoBku opdanuna 1o 0,5-0,3 MI/Kr ¢ 1eabto
SKOHOMUH JIEKAPCTBEHHOTO CPEACTBA. be3BbICXOMHOCT CHTyauH
CYHICCTBEHHO IOBBICUJIA KOMIUIACHTHOCTL TCPaIivu. JIumie on-
Ha OOJIbHAs U3 COLUAIbHO HEONAromnoIyyHol ceMbU yCKONb3aeT
OT HaIlleTO BHUMaHUS. B pesynbTaTe MpennmpHHATHEIX Mep HH Y
OJTHOTO U3 JETEH, MpepBaBIlIero Tepanuio depe3 3—4 mec mocine
HPEKPAIICHUS JICUCHHS, HE OTMCUYCHO MOBBIIICHUS YPOBHS CyK-
[IHHIJIAIETOHA, YPOBEHb THPO3HWHA OBLIT ONTHMATIBEHBIM B TIpeie-
nmax 200400 mxM/n. HaGmoneHue mpoaosmKaeTcs, HaaeeMcs,
yro nocraHoBieHue Ilpasurenscta PO or 26.04.12 Ne 403 "O
nopsiike BefeHuss DenepanbHOro perncTpa JHI, CTPATAFONINX
KN3HEYTPOXKAIONIMMH M XPOHHIECKHMH TPOTPECCUPYIONTHMH
peakuMu (op(aHHBIMU) 3a00JICBAHUSIMY, MPUBOAAIIUMU K CO-
KPAIICHUIO MTPOAODKUTEIFHOCTH JKH3HH TpakIaH WITH WX WHBA-

JIUJTHOCTH, ¥ €r0 PErHOHAIBHOTO cerMeHTa" OyleT pealin30BaHO
U JISYEHHE JIeTSIM OyIeT rapaHTHPOBAHO.

O¢ddexkTHBHOCTh JieueHHsT HAOJMIONABIIMXCS HAMH JIeTeH
npeacrasieHa Ha puc. 2—4. Kpome ocHoBHOro merabonura —
CYKIMHHIAeToHa (cM. puc. 2), cOOCTBEHHO THpPO3WHA (pHC.
3), onxomapkepa — A®DII (puc. 4), nzyqgamucy yposuu ['TTII,
aKTHBHOCTb TpaHCAMHHA3, IICIOYHOU Qocdarassl M APYrux
KIIMHUYECKUX W OMOXMMHYECKUX ITapaMeTpoOB KPOBH, OTpaka-
toumx dpdexruBHocTs Nedenns HTI. Hamu cucremarnyecku
OTIPEEISIOTCS OMOXMMUYECKHE MapaMeTpbl MOYM: KaJlbLUil- U
(hochop-kpeaTHHOBbIC KOAPPHUIIUEHTHI, ITTFOKO3YPHsl, IPOBOIUT-
csi (pyHKIMOHANBHAS Tpoba 1Mo 3UMHHUIIKOMY, a TaKKe OIpe/e-
JICHHE KHCJIIOTHO-OCHOBHOTO COCTOSIHMS KpPOBH, ITOKa3areleit
koarynorpammbl (ITTU, TB, ¢pubpunoren, AUYTB), B yacTHOCTH
BUTaMHUH K-3aBHCHMBIX ()aKTOPOB, TOPMOHBI KOCTHOTO METado-
JM3Ma U YPOBHS OOIIEro M MOHM3MPOBAHHOTO Kasblust U Qoc-
(dhopa B KpoBH.

N3 8 nereit y 2 manpunkoB (Hukuta M. u /luma B.) ¢ Bro-
pU4HBIM CUHAPOMOM DaKOHH, BHUTAMHH-D-pe3HCTEHTHBIM
pPaxuTONOJOOHBIM 3a00JIEBaHUEM OTMEYAIINCh TSDKENbIe Jie-
(dbopManuu ckenera ¢ moTepei omopsl Ha HOTH, CabJieBHIHAS
nedopmanust TpyOUaThIX KOCTEH, CKOJIMO3 MO3BOHOYHUKA M
rpybas BapycHas nedopmanms cror, kpome Toro y dumsr b.
OTMeEYaeTcsl CIOKHas nedopManus KOJISHHBIX CYCTaBOB, BBI-
BHUX KOJICHHBIX YallIeyeK, BBIBUX Ta300€APEHHBIX CYCTaBOB.
3a ron TepanuM HUTH3HHOHOM, Ha (oHe koppekuuu KILC,
Ha3HAUYeHUs! AaKTUBHBIX MeTa0OJUTOB BHTaMUHAa D (KambIu-
TPHOIIA), IPENnapaToB KalbLUs U JBYOCHOBHBIX (hoc(haToB Ky-
MUPOBaH MOYCYHBIA KaHAJBIEBBIN al[l/103, BTOPUYHBIH THITEP-
mapaTpeo3, BOCCTAHOBUIICS MHHEpaJbHBI OOMEH, y 000ux
HOpPMaJM30Bajach MO JaHHBIM JEHCUTOMETPUU MHUHEpaJIbHAS
IUIOTHOCTBH KOCTEH M KOCTHBIN BO3pAcT OTCTaeT He Oosee ueM
Ha 2 roga. Y Huxutel M. ormeuanack rpybast nedopmarus
TPYIHOM KJIETKH, MPUBEANIAs K JAbIXaTeIbHOW HEJOCTATOYHO-
ctu IIB, kotopas nmocie roga Tepanuy U 3GGEKTUBHON JbIXa-
TeJIBHON T'MMHACTUKU (C TOBBIIIEHHBIM CONPOTHBICHHEM Ha
BBIJIOXE) IIPUBEIA K BOCCTAHOBJICHUIO BEeHTUIISIIMOHHBIX MIOKa-
3areneil. Yepes roj jeyeHUss HITU3UHOHOM HAMHU COBMECTHO C
COTPYIHUKAMH OPTOTEIUIECKOTO OTACICHUS YIAIOCh BBIIOJ-
HUTb OTIEPAIMH KOPPUTUPYIOIIEH 0CTEOTOMUH Ha 00enX Horax
y Huxutel M. n onnoii Hore y umst b.

V Bcex nereil o TaHHBIM (HOPOITACTOMETPUH ITEUSHU OTMe-
YEHO CHIJKEHHUE IUIOTHOCTH MEYEHOYHON MapeHXNMBbI MUHUMYM
Ha 1 6ann o Metavir 3a 1 rox. OT KOHTPOJIBHO} OHOIICUY TTeUeHU
10 ATUYECKUM COOOPKESHUSIM, ITOTYIUB MOJIOKUTEIBHYIO THHA-
MHKY I10 IPYTUM IapaMeTpaM, Mbl BO3/IEPKUBACMCSL.

Jannbix 3a puck ¢popmupoBanus 'K (cm. puc. 4) He BbIsB-
JICHO HU Y OIHOTO peOeHKa.

Tabnuna 3
Ilepeyens 60sbHBIX ¢ HTL, Bo3pacT 1uarHoCTUKH U MPOA0JLKUTEILHOCTH TEPaNuu
BosbHO# Bospact Bospact quarnoctukun HTI | Hawasno Tepanuu TIpo10IDKNTENBHOCTD Teparul IlepepbiB B Tepanuun
Annna C. 6 et 10 mec 2 roga 3 mec 2 roga 6 mec 50 mec 1 mec
Huknra M. 8 net 2 roma 2 mec 5 ner 36 mec 4 mec
Juma K. 7 ner 4,5 rona 4 roga 6 mec 30 mec 3 mec
Jlena K. 2 roga 7 mec 8 mec 14 mec HET
Juma b. 13 et 12 ner 12 et 15 mec 3 mec
Tomns A. 17 mec 7 mec 7 mec 5 mec HET
Hans B. 10 mec 2 Mec 2 mec 4 mec HET
Tans b. 17 mec 11 mec 12 mec 1 mec 1 Hen
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Puc.4. ADII B cbIBOPOTKe KpOBM Ha (DOHE JIeYeHN A HUTU3MHOHOM.

Hamy He oOHapy)keHO IyOnMMKaLuii O IpefHaMepeHHOM
nuIIeHny 0OJIBHBIX BO3MOXXHOCTH CIIEL{MaTN3/POBAHHOTIO JIe-
4eHMsA B [pyrux cTpaHax Espomsl n mupa. ITogo6HOro xmm-
HMYECKOr0 MaTepuasaa, KOTOPbIM PaclloNaraeM MbI, B TeueHle
nocnefHux 20 1eT B Mupe He cyujectyeT. CpefiHIe CPOKM yCTa-
HobeHus guarHosa HTI 3a pyOe>xoM He IpeBBIIIAOT 2 MeC, a
B psage ctpad HTI BxoguT B mepedeHs 3abomeBaHmit i/is1 HEOHa-
TAJIbHOTO WMJIV CeJIeKTVBHOTO CKpMHMHTrA [2]. JleueHme mMoxer
ObITb OCTAHOB/IEHO B CBA3Y C VHAVBU/YA/IbHOI HEIEPEHOCH-
MOCTbIO HUTM3MHOHA, UTO SABJIETCS II0Ka3aHMeM K TPaHCIIaH-
TalUuU MeYeH!.

K coxxaneHnio, HeCMOTpPs Ha NpPeNNPUHATbIE Mepbl IO 1eKap-
CTBEHHOMY 00eCIIeYeHNIO fieTeil, 60/IbIINHCTBO JeTel! Me/I BO3-
MO>XHOCTb JIEYUTBCS TONBKO 3a CYeT (UPMBI-IIPOU3BOJUTENIS B
TeveHue 4 net. Hamu 66111 pa3ociaHbl MucbMa IIPeCTaBUTEIISIM
BJIaCTM Ha MecTaX, B Munsppasconpassutua Poccun, ynonso-
MOYEHHOMY IIpeficTaBuTemo IIpesuaenrta mo mpaBaM peOeHKa,
ry0epHaTOpaM peruoHOB, Ifie IPOKMBAIOT feTH, [JIaBHBIM IIpO-
Kypopam cybbexroB Defepannn u ApyruM agpecaram, pOEuUTen
0OBEMHIINCD B COOOIIECTBO M IPUMKHY/IM B MAL[IEHTCKON Op-
ranysauyy CITMIIOP3, Ho 10 cux 1op /iedeHne oMydaroT TOIbKO
3 u3 8, Hab/IIOfIaeMBbIX Y Hac fieTelt, 4nco aeteit B PO ¢ auarnozom
HT, mo HaimM JaHHBIM, MOXKET COCTaB/IATh BCero 12—13 yenoBex,
YacTb U3 HUX IPOXUBAIOT B YANE€HHBIX OT MOCKBbI pernoHax 1
OTKa3bIBAIOTCA OT 10e3KM B MOCKBY. 9TO, Ha Halll B3IVIAMI, HE MO-
>KeT ObITh OCHOBAHMEM JIJIsI OTKa3a B KA4€CTBEHHON MEIVIITHCKON
nomou. OTaeTbHOro 06CYKIeH s 3aC/Ty)KIMBAET OIMCAHNe Kade-
CTBA JKM3HMU J€TEll 1 0COOEHHO POAUTEIIel, TofaMy OOMBAIOIINX
TIOpOTM YYPEXX/IeHNII B HaJIeXK /e MOMyYUThb JIEKapCTBO.

Knunnueckas 9pQekTUBHOCTP HUTKM3MHOHA 3HAUYMMO BbI-
COKa, KaK BUJHO U3 IPECTABIeHHBIX rpaduKoB (cM. puc.2, 4) ¢
norapudmmdeckoit mkauoit guHamMukn AQII u CyKIMHMIALeTO-
Ha JIo Hayasa Tepanuu u Ha ee ¢oHe, HezaBucyuMo ot Tuma HT.
Cpepnnne KOHIeHTpauyy TuposuHa (cM. puc. 3) Ha poHe nedeHns
y GONbIIMHCTBA fleTell He mpeBbImaloT 600 MKMOJB/TI, y ABOUX
noxasaTerm 1000 1 800 MKMOJIb/ /T GBIV CBA3AHBI C YTy 4LIEHNEM
CaMOYyBCTBYS A€TeN 1 HeCOOTIofIeHIIeM AMeThI, IHOT/IA TAlHbIM,
Ha 4TO OBbIIO YKa3aHo.

IIpu aHanuse MOHUTOPUPOBAHMS OMOXMMUYECKUX IIOKa3a-

TejIell y fieTell, He MpepbIBaBIINX TePaINio, MOXKHO CHIeTIaTh Clle-
IyIoIi/e BbIBOJIBI:

— TOOOYHBIX SIBJICHNUIT He ObUIO BBISBIEHO HU Y OZHOTO pe-
OeHKa;

- edenrie 3¢ pexTNBHO Ha cTapuu Kak uypposa (HTIB), Tak u
ocTport medeHouHOIT HeoctarouHoctu (HTIA);

- xopounit 3¢ GeKT MOoMyUeH fjaxKe Ipy MO3JHEM CTapTe Te-
parmuu (HTIB), XoTa 4eM paHbIlle HayaTa TepamyA TeM JIydlle
pesynbTar;

- 1IpK 3-7eTHeM HAOJIOfIeHNI M KOMIUIEKCHOM JIeYeHNN pe-
rpeccupyet TYOyIOmaTys ¥ BOCCTAHABIMBAETCS MUHEpabHast
IVIOTHOCTb KOCTel BC/Ie[CTBME CHIDKEHMSA IOTepb KaabIuA U
¢docdopa c Mmoot
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