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AKTyanbHocTb

HacnepcTBeHHass TUPO3MHEMUS
1-ro tuna (HT1), wnn remartope-
HaJIbHasA TUPO3MHEMUs, OTHOCUTCS
K PeIKMM FeHeTHIeCKMM 3abo0jIeBa-
HIUSIM C aYTOCOMHO-PeleCCUBHBIM
TUIIOM HAaC/TefOBaHMs, 00yCIOBIeHa
MyTalysMu B reHe pepmenTa pyma-
punaneroarerass! (pymapuaarero-
rugponassl (FAH)), OMIM 276700,
KOZ, 110 Me>XXIyHapogHOI Knaccudu-
Kauuy 6osesHelr 10-ro mepecMor-

pa - E70.2. Yacrora HT1 B pasHbIx
monynAnuAX Konebmerca ot 1:100-
200 ThIC. )XMBBIX HOBOPOXX/ICHHBIX.
YacToTa HOCKUTENbCTBA MYTAaL UM
HT1 B nonynanusax - 1:150-100 ge-
noBek. I1oMoBbIX pasnmnymii Mo yac-
TOTE BCTPEYAEMOCTH U TSKECTU Te-
yennsa HT1 e BoiaBneHo [1, 2].

Oco6eHHOCTDI0 POCCUIICKUX 6O0TIb-
Hpix HT1 sABnsdercsa mospHAs guar-
HocTuka. Ha pmomo XpoHmyecKkux
OOJIbHBIX IIPUXOAUTCS OojIee MOoJIo-

BMHBI BCeX OONBbHBIX. B HeKOTOPBIX
mrarax CIIA u ctpan EBpomsl, rae
TUPO3VHEMMIA BKJIIOUYeHA B Ilepe-
yeHb OoJie3Hel, MOAIeKAINX He-
OHATaJIbHOMY CKPUHMUHIY, XpOHU-
geckux ¢popm HT1 He BcTpevaercs
M3-3a paHHETo Havana jedeHus [3].
Ho peTpocmeKTMBHO OTMEYanoch,
4YTO 3/4 MAIMeHTOB CTPajanmy OCT-
poit popmoit 3abonesanusa (HT1A)
u TONbKO 1/4 — XpoHMYECKOI
(HT1B). boapmunrcrteo (mo 90%)
manyeHToB 0e3 crenuduieckoro
NMedeHNA U TPaHCIUIAHTAUM IIe-
YeHV yMMpann B BO3pacTe 10 Je-
caru net. B uccnemoBanun EJ. van
Spronsen u coasT. (1994), oxBaTus-
meM 125 merTtpos Espomsl, CIIIA,
Kanappr n fnonmmu, ydacTBoBamm
108 gerenn ¢ HT1. Kak moxkasanu
Pe3y/nbTaThl, BBDKMBAEMOCTb 3aBM-
cesla OT CPOKOB IIOSIBIEHMS CUMII-
ToMOB. [Ipn ne6roTe 3ab6oneBaHMs
IO IBYX MecsAleB K TOAy yMepin
mpakTideckn Bce ety (96%). Ilpu
[e60Te OT ABYX HO IIECTU MeCSIeB
BBDKMBAEeMOCTb ObI/Ia 4y Th BBILIIE (1O
1IeCTH JIET JIETAbHbI MCXON, IMeT
MecTo B 74% ciydaes). [Tpu mosse-
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HUU CUMIITOMOB B BO3pacTe CTapIie
IIeCTV MecCsAlleB B TeYeHUe AeCATU
net ymepiu 38% marueHToB [4].

Ten FAH nmokanmsoBaH Ha OIMH-
HOM nnede 15-11 XpOMOCOMBI
(15923-q25), coctout u3 14 skso-
HOB. JI3BecTHO 20 pasaMYHBIX My-
Talluif, YeTblpe — JacThle. YeTKUx
B3aMMOCBA3€ll MeXJy TeHOTUIIOM
1 pEeHOTUIIOM He yCTaHOB/IeHO. Pas-
HbIe KIMHIYECKVe BAPMAHThI MOTYT
HIPUCYTCTBOBATb Y WIEHOB OJHON
CeMbU C OITHAKOBBIMM MYTaLMAMU
[2,5,6].

Martorexes

ITatorene3 HT1 3aknwvaetcs
B MHTOKCMKALUM NPORYKTAMU
AHOMAa/NbHOTO pacmajga TUPO3U-
Ha - ¢yMapmianeroaneTaToM
U MaJIeMIaleTOAIEeTaTOM U UX KO-
HEYHBIMU MeTabONMUTaMU — CYKLU-
HUJIAILleTOHOM M CYKIMHU/TAleTo-
aneratoM (puc. 1). Hakortenne atux
MeTabOoMNTOB IPUBOAUT K PA3BUTIIO
MeYeHOYHON HeTOCTAaTOYHOCTH,
nupposy, Tyoynonatuu ¢ Gopmu-
poBaHuem cuHppoma PaHKOHM, IO-
JVHENPONATUN, KapAMOMIOIATHA,
a Ha 6ojee MO3AHeN CTaquy reraTo-
uennosapuoint Kapunaomsr (I'IK)
[7]. Kpome TOroO, CYKLMHUTAL[ETOH
MHTUOVPYET [e/bTa-aMIHOMEBY/IN-
HAT-JeTU/PaTasy, IPOMEXYTOUHBII
MeIyaTop nopQoOMINHOreHa, YTO
IPUBOJUT K HAPYIIEHNIO OMOCHHTe-
3a reMa 1 KIMHUYECKN MOXKeT IIpO-
SIBIIATHCS] CUMIITOMAaMI OCTPOIi TIe-
pemexaroieiics mopbupuu — 6010
B JKMBOTE, APTEPUAIBHOI TUIIEPTEH-
31€l1, HelipoIaTueil.

KnuHnyeckas KapTuHa

Kmmandeckas kaprtuHa HT1 gpes-
BbIyaiiHo monumopgHa. Kak yxke
OTMeYanoch, pasanyaloT ABa KINU-
HUYECKUX BapMaHTa — OCTPYIO
U XpoHndeckywo ¢opmol. OcTpas
¢dopma - HT1A o6b19HO pasBuBa-
eTCsI B BO3pACTe 10 MIECTI MECALIEB.
Hamnbonee tsxenas ¢opma c fe-
610TOM IO ABYX MeCsAleB XapakKTe-
pusyerca BuTaMuH K-3aBucmmorii
Koarynonarueir Ha (oHe OCTpOIl
IIeYeHOYHOM HeZOCTaTOYHOCTH [8].
Kak npaBno, CTaBUTCA OIINOOYHBII
AMarHo3 CeICuca, LUTOMEraaoBu-
pycHoOro remaruta, GeTarbHOrO re-
matuta. Y pereir ¢ HT1A Boipakena
VIHTOKCUKALVS, TUIIOT/IVIKEMYISL, JIEei-

Meauarpus. N2 1
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Puc. 1. Ilymu usuonozuueckozo (1epHas nuHuL) U aHOMANTLHO20 (KPACHAS TUHUA) Memabonusma
MUPO3UHA, MoUKa 0eticieus HUMUSUHOHA

KOILIMTO3, BO3MOXXEH acCIuUT, JUHa-
Mu4eckas HelpOXOAMMOCTD, Iape3
KuileyHnka. IIpu atom oTmevaercs
HOBBIIIEHHBIN YPOBEHDb CYKIVHNIA-
retoHa (= 10-100 pa3), anbda-dero-
nporenHa (APII) (= 100-1000 pas).
Ilutonua oOBIYHO He IIpeBbILIAET
Tpex-yeThIpeX HOpM, yMepeHHasd I-
nepOounupyObuHeMuss B Ipefenax
100-150 MKMOMIB/1, B paBHOM CO-
OTHOLIEHUM IIPAMON U HEIPAMOIL
OumpyomH.

Xpounueckas popma - HT1b xapaxk-
TepusyeTcs cnaboit MHTOKCHKAIVet,
AMArHOCTUPYETCsI OOBIYHO B BO3pac-
Te CTaplle OfIHOTO Tofia Ha CTafun
copMIpPOBaHHOTO LUPPO3a W/UIK
paxuTHIecKux gedopMaluii ckee-
ta. lluTonms MuHMManbHbI (B IIpe-
menmax tTpex HopMm). YpoBenbp ADII
noBbIlIeH B mpefenax 1000 Hr/pm,
CYKIIMHMIAlleTOHa — He 6oree 4eM
B 20 pas [9].

ViccnegoBaHme cuCTeMBl CBEpPTHI-
BaHUA KPOBJ HEOOXOIVMO B CBSA3U
¢ ButaMuH K-3aBucumoii xKoarymuo-
HaTueil — TepUIITOM BCeX NeYeHOY-
HbIX (akTopoB cBeprhiBanus (1L, V,
VII, X, IX, XI, XII), koarynonaruei
C VIUIMHEHVEM IPOTPOMONHOBOTO
Y aKTUBUPOBAHHOTO YaCTUYHOTO
TPOMOOIIJIACTUHOBOTO BpPEMEHHN,
CHIDKeHMeM NPOTPOMOUHOBOTO
MHAEKca, GUOPUHOTeHa, CHIDKEHN -
em antutpom6buna III. Koarymorma-
TnA 4ame Bcrpedaercsa npu HT1A

U IIPOTEKAET 3HAYUTEIBHO TSDKETIEE,
4eM IIpU LPyrux 60/IesHsIX HeYeH.
AKTUBHOCTb TPaHCaMIHa3 U COJEp-
JKaHMe 6MnMpyOuHa, HalPpOTHUB, BBI-
PaKeHBl YMEPEHHO KaK 3a CYeT ac-
napratamuHorpancdepassr (ACT),
TaK ¥ aJaHMHAMUHOTpaHCepassl
(AJIT). Beicokas cTelleHb LIMTO/M3A
BCTpeYaeTCst PeKo.

ITpn HT1A xonectas yMepeHHBbIIL,
BHyTpunedeHouHb1, npu HTI1B
MO>eT OBITb AVMCCOLUVMPOBAHHBIM —
C HOpMaJIbHBIM YPOBHEM OMINpyoOu-
Ha, HO C BBICOKMM YPOBHEM raMMa-
oryTamunrpancrentupassl (ITTII),
menoyHoit pocdaraser (IID). [Moc-
JeHAA MOXeT OBITb IPOABICHUEM
OCTPOTO paxmra.

VY pereit crapiue IByX-Tpex JIET IO-
KasaHusaMu K gmarnoctuke HTI1
sABJIsIETCsT Hammaye cuugpoma PaH-
KoHU - docdar-guabera, paxuTo-
no7j06HOTO 3a60/IeBAHNA, TAXKETbIX
medbopmaruii ckenera.

BropuuHbi TuUnepmapaTupeos
CONpsDKEH C TUIIOKAJIbLjMeMuell
n runodocdareMneil 1 cOOTBETC-
TBYIOLVIMU UM KaIbLuit- u pocdary-
pueit. ITpusnaku cuagpoma GaHKOHN
BK/IIOYAIOT IJIIOKO3yPUIO, TeHePaIn-
30BaHHYI0 AMIHOALAYPUIO, T09€Y-
HBIIl KaHaJIbIIEeBBIil anyjo3, pocda-
typuto. Cuagpom PaHKOHM MOXKeET
OBITH KaK ITO/IHBIM, TaK I HETIO/THBIM.
IMmornukeMusi — OAVH M3 YaCTHIX
M TSDKeNbIX CUMIITOMOB OCTPOI
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11032 HUTI3HOHA 3aBUCUT OT 3GEKTUBHOCTH,

KOTOPAA OLIEHNBAETCA 110 YPOBHIO

CYKUMHWNALIETOHA B MOYE 11 KDOBI 11 YPOBHIO

THPO3UHA B CbIBOPOTKE KPOBM. OOblHas

TepaneBTIAYeCKast 103a COCTaBaAeT 1 Mr/kr/cyT,
HauasnibHad 103a — 1-1,5 MI/Kr/cyT, eciin ypoBeHb

26

Tpo3uHa MeHee 600—800 MKMOmb/T,

HO He BbiLLie 2 MI/Kr/cyT

TUPO3MHEMUMN, IUIOXO IOJAeTCs
AUeTOTepanny, IO MHEHUIO pAfa
aBTOPOB, 00YCIOBJIEH TUIIEPIPO-
AyKIMeil MHCYAMHA, 4TO HaMU
He TIO/ITBEP>KJ,eHO HY B OJHOM CIIy-
vgae HT1A.

Knaccudpukayma

B ocnoBe xmaccudpukanunu HT1
7eXaT KIMHUYECKMe BapUaHTBI
ee teueHnsa. HT1A xapakrtepusy-
eTCA OCTPBIM Te4YeHMEM, PaHHUM
[e6I0TOM OT [IBYX IO IIATU — CeMIU
MecslleB, BCTpedaeTca B TPU pasa
yalre, 4eM TUII b ¢ mogocTpbIM 1in
XpoHmndeckuMm TedeHmem. HTIA
XapaKTepu3yeTcs 3aflep>KKOM pas-
BUTH, PeOpUIBHON NTUXOPajKOIL,
PBOTOI, Juapeeit, reraToMeraneit.
JKuBoT yBenuyeH, HampskeH Kak
3a CYeT remaTOMETajany, B MEHb-
IIeil CTeIeHM CIVIEHOMETanni, TakK
U 3a CYeT acUMTa ¥ AMHAMUIECKON
HenpoxopumocTu. Ha cragum ocr-
pOTo remaTuTa He MCKIIYEHa JKell-
Tyxa. IIpn ocTpom XXemyo4HO-Ku-
IIeYHOM KPOBOTEUYEHUN BO3MOXKHA
MeJieHa, PBOTa KO(eiHON IyIeil.
ITpu cHy>KeHUM 6eIKOBO-CUHTETH-
4eCKOil (PYHKIUY [IeUYeHN IOsBII-
10TCs1 6e30e/IKOBble OTEKM, aHacap-
Ka, KPOBOTEUYEHM .

[Ipu4ynHOI 7n€TaNTbHOIO MCXOJA
npu ectrectBeHHOM TedueHny HTI1A
OOBIYHO CTAHOBUTCS OCTpasi IIe-
YeHOYHas HeJOCTATOYHOCTDb M Ka-
TacTpoduyeckoe KpOBOTedeHUE
Ha ee QoHe. [INarHO3 3aTpyAHAETCA
TAKMMU CONYTCTBYIOUMMI COCTO-
SIHUSIMIY, KaK BHYTPUYTPOOHAsT MH-
(dex1yA, HeOHATAIbHBIN T'eIaTHT,
cercuc.

a HoMepa: OphaHHble 3a00M1eBaHuA

HTI1B mporekaer nerde, 0cobeHHO
KOIZIa JIeTU OTKa3BbIBAIOTCA OT Oen-
KOBOJ IUILY, 3 POIMUTENN He HacTa-
UBAIOT Ha ee IpueMe. lemaTomeranms
BBIABJIAETCA y BCex fleteln. [lopaxe-
HII€ ITOYEK OIpefeNsaeT PasaMIHyI0
CTeleHb paxuUTa OT MUHMMAJb-
Hoil runodocdaTeMmun u Baabryc-
HOII WV BapyCHOII feopMariuy Hor
IO TsKeIol medopMaluy CKeeTa,
MMO3BOHOYHMKA, TPYJHOM KIETKH,
BIJIOTH [0 TIOTHOJ IOTepU OIOp-
Holl crrocobHocTH. Kappnomuona-
TUA U apTepuanbHasg I'MIePTeH3MsA
NPOABNAITCA B pe3yabTaTe MeTa-
60YeCKIX IIPOLIECCOB ¥ BTOPUYHO
Ha (oHe IMopaKeHNA ITOYeK.

Eme omno ocnoxxkuenne HT'1 - T'TIK.
Yacrora ee passurusa B 40 pas mpe-
BBIIIAET MONY/IALVOHHYIO.

IlnarHocTuka

1. IIaTOTHOMOHMYHBIN IPU3HAK
HT1 - BbICOKMII YpOBEeHb CYK-
LUHNMIalleTOHa B Moue (HOpMma
0-2,0 MMOJIB/MONb KpeaTHHMHA)
u ny1asMe Kposu. OFHAKO CYKIMHNIA-
IIeTOH HAOTIONAeTCsl B KPOBM U MOYe
py 06paTUMOTt MHIMOMIMY pepMeH-
Ta (HamprMep, 6IKOBOM IIEPEKOpPMeE,
IpUBOAAIEM K (QYHKIMOHATBHOMN
HegocraTrouHocTu FAH, kopmienun
HepasBefIeHHBIM KO3bJIM MOJIOKOM).

2. TloBblleHHOE CofepKaHUe apo-
MaTU4YeCKUX aMMHOKUCIOT (TUpO-
31{Ha, METUOHNHA, [IPOINHA, QeHu-
NTaTaHNHa U Ap.), ONpeensieMbIX
METONOM TaHJEeMHOWM MacC-CIIeK-
TPOMETpUM, MOABIEHUE «KaIyC-
THOTO» 3allaxa, KOTOPBbIN CKopee
OTpa)kaeT IeYeHOYHO-KIETOUYHYIO
HEJOCTATOYHOCTb.

3. AQII - mapkep mponudepanun
JKeTYHBIX XonoB, npu HT1b moBeI-
IIeH B JlecATKY, a npy HT1A B ThICA-
un pas. [losbimenne APII - He cre-
nuUYHBL, HO YYBCTBUTEIbHBIN
npusHak. [Ipm HoOpManbHOM YpOB-
He A®II guarnos HT1 comuurenex
(ADIIy neTett OT HY/IA IO TPEX Mecs-
ues MeHee 1000 Hr/M1, OT Tpex Mecs-
1eB 10 18 et — MeHee 12 Hr/mi).

4. Kocsennsiit npusnak HT1 - mo-
BBIIIEHNE JIeNbTa-aMIHOIEBYIEHO-
BOJI KMCJIOTBI, OCKOJIbKY CYKIIMHM-
JIAIleTOH MHTUOMPYeT IeTUIpOreHasy
IenbTa-aMUHOJIEBY/IEHOBO KICTIO-
TBI B [IeYeHN ¥ SPUTPOLUTAX.

5. Tenetudyeckoe mccieoBaHmMe —
HOJITBEP>K/JAI0IINII MeTOH. Bpras-

JIeHVe OBYX MyTaluii (TOMO3UTOTHI
JWIM KOMIAyH/[i-TeTepO3UTOThI) Be-
punIMpyeT IUArHO3.

Jleyenue

o 1992 r. eqMHCTBEHHBIM paju-
KaJbHBIM MeTomoM nedenus HT1
cuMTaNach TPAaHCIUIAHTALMA Ilede-
Hu (oxBaTbIiBama Tonbko 10% meTeit,
B 10-20% cny4aeB mmena MecTO
IIOC/IeONIepALlIOHHAA CMEPTHOCTD).
Jla>ke mpy ymadHON TpaHCIIaHTa-
LIV TTIOpaKeHNe TOYeK IPOTrpeccu-
posao. Tpe6oBamach MOXXM3HEHHAsS
MMMYHOCYIIpeCCHBHAsA Tepamus.
Pepynupymomas 6es6enkopas gyuera
JIMIIb TOPMO3NUJIA IIPOTPeccupoBa-
HIe 3a60/IeBaHNUsA U NTO3BOMATA JO-
SKUTB JI0 TPAHCIUIAHTALVIN.

Ha npotsxennn 22 et B Mupe B Ka-
YecTBe eVHCTBEHHOI'O IIaTOreHeTH-
geckoro cpenctpa nedenya HT1 nc-
nonbayercst Hutu3nHoH (Opdanus,
Swedish Orphan Biovitrum (IIIse-
1us)). Ananoros OpdaniHa B Mupe
He cymecTByeT. Co103 NefuaTpoB
Poccun pekoMeHJIyeT MCIIONMb30BATh
ero B neueHnu HT1 go passurusa
TTIK.

Jo3a mopbupaerca MHAUBUAY-
a7IbHO B 3aBUCUMOCTHU OT addek-
TUBHOCTM, KOTOpas OI[eHUBaeT-
Cs1 TIO YPOBHIO CYKI[MHMUTAlleTOHA
B MO4Ye U KpOBU U YPOBHIO TUPO-
3M[Ha B CBIBOPOTKe KpoBU. OOBIU-
Hasg TepalleBTMYeCKas Ho03a CO-
CTaBnAeT 1 MI/Kr/cyT, HadalbHas
mo3a — 1-1,5 MI/Kr/cyT, ecnm ypoBeHb
Tipo3nHa MeHee 600-800 MKMOTIB/ I,
HO He Bblme 2 Mmr/kr/cyr. Cyrou-
Has [j03a NIPUMEHACTCA BHYTPb Of-
HOKpPATHO. YBelMuYeHNHe [[O3bl J10
2 MI/KT/CyT BO3MOXXHO IIpU OTCYT-
cTBumn 3ddexra (He yTyduIarOTCA
IoKa3aTeIy KOaryJaorpaMMbl, ypo-
BEHDb CYKIMHM/IAIleTOHa He CHMU-
JKaeTcsl B TedeHNUe [IBYX Helelb,
ypOBeHb THPO3MHA IIPEBBIIIAET
800 mxMosnb/n). YeM Bblme ypo-
BeHb TUPO3UHA B KPOBM, TEM >KeCT4e
JIOJDKHBI OBITH OrpaHUYeHMA OemKa
B nuete (He 6oree 1 r/kr). IloTpe6-
HOCTb B PYIUX He3aMEHMMbIX aMI-
HOKIC/IOTaX BOCIIO/IHACTCS Ha3Hade-
HIEM 71e4eOHOr0 MUTaHuA (0 2 I/KT)
IO CIlelMaabHBIM GOpPMyIaM, He CO-
IepXXallM THPO3UHA U ero Ipef-
MIeCTBEHHMKA (eHMTaNaHnHa. ITO
II03BOJIAET JOOUTHCSA HOPMAIBbHOTO
pocta u pasBurus. JJosa HUTU3NHO-
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Ha KOPPeKTUPYETCS B 3aBUCUMOCTH
0T OMOXMMMYECKUX IIOKasaTeseil
M HapacTaHUsA MAcChl Tela pebeHKa.
Oxomno 10% 60IbHBIX Ha Tepanmio
HUTU3MHOHOM He OTBEYAIOT, YTO
o0ycrmoBnuBaeT HEOOXOAMMOCTD
O6MOXMMUYECKOTO MOHUTOPMHTIA
(ypoBeHb CyKIIMHM/IAIIETOHA B MOYe,
dyHKIMOHATbHBIE TPOODI TIE€YeH,
A®II). Takue manMeHTbl — MOTEH-
I[yaJIbHble IPeTeHeHThl Ha TPaHC-
ITaHTanuo mevenu [10, 11, 12].
HurtusuHoH 610KMpyeT aHOMAlb-
HBII1 pacIaji TUPO3MHa, CIOCOOCTBY-
et nepesogy HT1 B HT2. IIpu atom
cofiepyKaHMe TUPO3UHA YBeIUYNBa-
eTcsl, HO MHTOKCMKAI[MM HPOJYK-
TaMM €TO pacHajia He IPOMCXOJUT.
CHIDKeHMe KOHLIeHTpaluy TUPO3U-
Ha B CBIBOPOTKE JOCTUTAeTCs HU3KO-
0€e/IKOBOII AMETOI U NpUMEHEeHMEeM
CIeLMaTN3MpOBAHHOTO JieTndec-
KOT'O IIPOAYKTA.

o Havaja Tepanmuym HUTU3VHO-
HOM B IEpUOJ IpeAInoaraeMoro
IVarHo3a, KOorfa yxe TpebyeTcs
orpaHmdeHne 6ejka, HO elle He Be-
pudnnuposana HT1 y pgeteit mep-
BBIX [BYX-TpeX MecAlleB JXU3HU,

Tema Homepa: opdaHHble 330011683

11e71eCO06PA3HO IIPOJOIKATD TPYL-
HOe BCKapM/IMBaHNe VIN M3bICKAaTh
BO3MOXXHOCTb JJOHOPCKOTO BCKapM-
MUBaHUA. Y JleTell TpeX — IATU Me-
Cs1LleB CIeflyeT OTPAaHUYUTh 00beM
BCKapM/IUBaHuA Ha 1/3 ¢ 3ameHOI
JaCTUYHBIM ITapEeHTePaIbHbIM IINTa-
H1teM MHQY3uAMU 10%-HOI III0KO-
3bI (150 mn/kr/cyT). JeTaAM crapiie
IIATH MeCAIeB BBOAAT IIPUKOPMBI
Ha Boze (1,4 r 6enka/100 M cmecn).
[TepecmaTpuBas nuTaHue, UICXORAT
u3 pacdeta 1,5 T 6enka Ha 1 Kr Beca
pebenka. Kanopudeckas Hepgocra-
TOYHOCTD BOCIIOTTHAETCS KIUPAMIL.

[Tocne HazHaYeHUSA HUTU3MHOHA
B fose 1-2 Mr/l Kr Beca KOppek-
1A 6enKa MPOBOAUTCS U3 pacyera
2 1/1 xr Beca. ITocnme Havana Tepa-
MY HUTU3NHOHOM COOTHOILIEHME
6enka mumeBoro u 6Oeaka TUPO-
sugoHa cocrtasnder 1:1. CpegHas
moTpebHOCTD B Genke KomebmeTcst
ot 1,5 5o 2,0 r/1 kr Beca. Jepunut
He3aMEHNMMBbIX aMUHOKMUCIOT MO-
HUTOPUPYeTCA KaK MIHUMYM OfVH
pas B IoJATOfa IIOC/IE M3Yy4eHUs
AaMMHOKMCIOTHOTO CIIEKTpa CBhI-
BOPOTKM /MI0OBIM criocobom (TaH-

TeMHOIl Macc-CIHeKTpOMeTpueit,
AK-ananusaropom). [Tocnenyromas
Koppekiusa 6enkoBoro gedunyura
HPOBOAMUTCS IPU CHIDKEHUU Pe-
HUJIaTaHMHA MeHee 20 MKMOJB/T
(Hopma 20-125 mxmonb/m). Ilpu
KOHI[EHTpAallMy TUPO3VMHA BBIIIE
600 MKMOJIB/TT BBICOKA BEPOATHOCTD
06OYHBIX SIBJIEHNIT B BUfe GOTO-
YyBCTBUTE/IbHOCTH I7Ia3 BC/IE[ICTBIE
OT/IOKEHN S KPUCTA/IOB THPO3MHA
B porosuiie. ITo Tpebyer 6oree yet-
KOTO COOMIOfIeHNsI PeKOMeHAaluit
10 OTPAHNYEHNIO OEIKOB.

IImaH MOHMTOPUPOBAHUA [PYIUX
OMOXVMMMIYECKNX ITapaMeTpOB Ha-
IIpaBJIeH IIaBHBIM 00pa3oM Ha KOHT-
ponb ypoBHA A®II, mockonbky
puck passutua 'IIK coxpansercs,
HECMOTP:I Ha €70 MHOTOKPaTHO€ CHI-
JKeHIe. B Tex ke Lie/IAX MPOBOAUTCSA
CUCTEMaTUYeCK! YIbTPa3BYKOBOE
uccnegosanne (Y3U), komnbroTep-
Hast tomorpadms (KT) u marHutHO-
pesonancHas tomorpadusa (MPT).
[TepnopMIHOCTD MCCIEHOBAHMIT OT-
pakeHa B Tabm. 1.

Ba>xHbIII MOMEHT: B JOCTYIIHO JIN-
TepaType HeT CBeIeHMIl O CKOPOCTH

Tabnuya 1. Inan MOHUMOPUPOBAHUS NAPAMEMPOS KPOSU U HACIOMA UHCIPYMEHMATLHBIX UCCTE008AHUIL NPU HASHAYEHUU

HUMU3UHOHA

WccnepoBanme

KOHLICHTpa].H/I}I AMUWHOKIUCIIOT

CyKI[MHMTAI[eTOH B MOYe

O6umit anamm3a xkposu (Hb, Ht, Plt, WBC)

A®II B CBIBOPOTKE KPOBM
ITpoTpoM6UHOBOE BpeMs

YacTuaHO€e TPOMOOIIACTIHOBOE BpeMsI
Bunnpy6un

AJIT/ACT

ITTII

o

KT min MPT!

OO61mit aHaM3 MOYM, KpEeaTVHUH

Jencumerprsi (cTaplie YeTbIpex jiet)
VTN peHTreHOorpadus

+ [lo kmuHMYeCcKUM JaHHbBIM.

1 pa3/3 mec |1 pa3/3 mec |1 pa3/6mec |1 pas/rop
X

X X

X X

X X

X X

X X

X X

X

X X
X X
X X
X

X

X

X

! MPT npepnouTuTebHee C KOHTPACTUPOBAHMEM IIPY IIOJO03PEHUHN Ha aJleHOMY, IIPY OOHAPY>KEHUI Y3/I0B U JIS OLIEHKM Pa3MepOB II0YeK.
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¥ 90% naLieHTOB Ha (JOHe Nprema HUTU3IIHOHA
MeyeHoYHaA HeZI0CTaTOYHOCTb CTAHOBUTCA
KOHTPO/MPYEMONA, BHEMEUeHOUHbIe MPOABIIEHNA,

Kak MpaByno, KynupytoTcA. HuTu3mHoH
0013/1eT XOPOLLIeiA NepeHOCAMOCTbIO,

OKI1IdEMOE MOBbILLEHNE B M/1d3ME KPOBIA
YPOBHA TVPO3HA KNMHNYECKIA HE NPOABNAETCA

28

y OONbLLMHCTBA feTeld

peunpusa HT1 mpu oTmeHe Tepa-
nuu. Ha ceropHAIHNII IeHb Tpoe
13 BOCbMU JieTell IpepBall TEPAINIo
13-3a TOTO, YTO OpraHaMyU MeCTHOTO
3/lpaBOOXpaHEHNs He 3aKyIaeTcs
JKI3HEHHO HeoOXOofuMoe IeKapCTBO
TeTAM-VHBaTNTAM.

OueHKa 1 KOHTpOJb
3¢ peKTUBHOCTH Tepanum

YeM paHblile yCTAHOBJIEH AMAaTHO3,
TeM JIy4Ylle pe3ylIbTaT JedeHMUA.
Y 90% mauueHToB Ha (oHe IpueMa
HUTHM3NHOHA ITI€4eHOYHAs HeJJOCTa-
TOYHOCTb CTAHOBUTCA KOHTPOJIN-
pyeMoli, BHeIIeUeHOYHble IPOAB-
JIeHN A, KaK IIPaBUIO, KyIMPYIOTCA.
HutusmHon ob6nagaeTr Xopoliei
IIePEHOCUMOCTDIO, 0XKIjaeMoe II0-
BBbIIIIEHME B T1J1a3Me KPOBU YPOBHSA
TUPO3MHA KIMHUYECKU He IIpo-
SIBJISIETCS Y OO/NBUIMHCTBA JeTell.
OnsIT IpUMeHEHNA HUTU3VHOHA
y perell, HAYaBIINX JIeYEHVE UM
B BO3pacTe JI0 IByX MecAlieB, IT0Ka-
3ai, uto puck I'lTK cHmxaerca ¢ 40
10 5%.

Kourponp tepanun Opdapunom
BK/IIOYaeT OIpefieNeHNe YpOB-
HA (eHMIaTaHMHA ¥ TUPO3MHA.
ITpu Hu3koM (MeHee 20 MKMOJIB/)
ypoBHe (eHMIaNaHNHA HEOOXORN-
MO yBEJIMYUTH IIPUMeHeHue OesIKa.
YpoBeHb THPO3MHA >KelTaTelbHO
yaep>xupaTh B guanasoHe 200-400
MKMOJIb/T BO U30eXXaHNe Pa3BUTUS
no6ounbix 3¢ dexton. [locnenHme
CBSA3aHBI ¢ 0(PTaTbMOIOTNYECKU-
MM CHMMITOMaMM B pe3yabTaTe
pasfipa’keHNA POTOBUIBI M CKJIEp
BBICOKOJ KOHLIEHTpalLleil TUPO3u-
Ha (poT0o60s13HB, OlyIIEHNE TIeCKa
B I/1a3ax).

a HoMepa: OphaHHble 3a00M1eBaHuA

Y3U 6pomIHOIl MOMOCTH HAMITEXNUT
TIPOBOJUTD Ka)K/[ble IIIeCTb MeCAIEB,
a MPT nevenn exerogHo. ITpn BbI-
ABJIEHUU TIOfJO3PUTE/NTbHBIX Y3/TOBBIX
00pasoBaHMII MMOKa3aHbI METOJbI
BU3yanM3anyuu ¢ KOHTPACTUpPOBa-
Hrem (KT, MPT, pagmousoromn-
HO€ JCCefoBaHye). DTO MO3BOIUT
noaTsepauth I'IIK. Yposennr ADII
ciefyeT KOHTPOIMPOBATh KaXKjble
Tpu - 1ecTh MecAnes. [loBropHoe
nosbinieHne A®II cryxut nosogom
I yray6/meHHOro o6crnefoBaHMs
Ha nipegmet ['TIK.

3aboneBaHue meTell, MMEIIINX IIe-
YEeHOUYHYIO HeJOCTAaTOYHOCTD, JaCTO
IpoTeKaeT KpajiHe TAXeIo C BbIpa-
JKEHHOJ KOaryJIolaTuei ¥ acLiuTOM.
[TpumeHeHe HUTU3MHOHA OOBIYHO
NPUBOAUT K OLIYTMMOMY KIMHU-
YeCKOMY Y/Iy4IIeHNIO B TeUeHye He-
CKONMbKUX maHeN. 90% IalyeHToB OT-
BevaloT Ha Tepamuio. Eciu npodunp
KOAry/IsAlUy He yIy4dllaeTcs B Tede-
HII€ OfIHOI HeJiem, 03y HUTU3MHOHA
IIOBBIIIAIOT. Y OOJBIINHCTBA JieTell
C KIMHUYECKVMMU HPOABIEHUAMU
LUppo3a U MOPTaNbHOI IMIEPTEH-
31 JIeYeHe IPUBOAUT K KOMIICHCa-
LU U JJaKe perpeccy HuppoTmiec-
KX VI3MEHEHNIA.

QyHKIMA TOYEYHBIX KaHaJblleB
HOPMAa/N3yeTCs, PeKpPaIlaloTcs Mo-
Tepu Kanpiys 1 Gpocdopa ¢ MOYOIL.
JledeHre HUTU3VHOHOM B TeUeHIe
IepPBbIX TPeX MecCsAleB >KIM3HU IIpe-
TOTBpalllaeT pa3BUTUE KapiUOMUO-
natun. [Ipn 6onee mosgHeM Havase
ee TeueHMe YydIIaeTCsA He3aBJMICUMO
ot ¢popmbI 3a601€BaHMSI.
[IpumeHenue HUTU3MHOHA obec-
meyyBaeT IOJTHOE KyNMpOBaHUe
HEBPOJIOTMYECKNX KPU30B 10 TUIY
nopbupun.

3amepXKa pasBUTUA He ABIAETCA
cnencreueM HT1. OpHako Tepanms
HUTU3MHOHOM BBI3bIBaeT pa3BUTHLE
¢denornna HT2 (puc. 1). EcrecTBen-
HblT Xof passutua HT2 npepcras-
Js1eT o001 FeHeTYeCKIIT TeyINT
4-ruppoKcreHNIIPYBaT-FMOKCH -
TeHa3bl, YTO BCTpeYaeTCsA YPEe3BBbI-
yaliHo pegko. Ho 3ajep>xka nHTen-
JIEKTYa/IbHOTO PAa3BUTHA ABJIAETCSA
KOMITOHEHTOM B CTPYKTYype JaHHOTO
3abomeBaHuA. B 3T0I1 CBA3K BIIOIHE
060CHOBAaHHO PEKOMEHIOBAThH pe-
TYJIAPHBIN KOHTPOJIb YPOBHA pas-
ButHA y gereit ¢ HT1, nomydaromux
HUTH3VHOH.

MokazaHua K TPaHCIaHTaUuKn
neyeHu, B Tom yucne
npun ne4yeHNn HUTU3NHOHOM

B cocroanmnm ocTpoil ne4eHoYHOM
HeJOCTATOYHOCTY TPaHCIUIAHTALIMIO
IIeYeHN MPOBORAT, eC/IN IPOodUIb
KOAaryAuMy He yIydlIaeTcs depes
OJTHY HEJIE/IIO JIEYEHM .

IIpn xpoHUYeCKOIT II€4eHOYHOI He-
HOCTATOYHOCTY IOKa3aHMAMMU JJIA
TPAaHCIJIAHTAIIMM TIEYeHM CIyXKaT
B OCHOBHOM nopospenusa Ha ['TIK,
a MMEHHO peLMAMB IOBBILIEHUS
ypoBHsa ADIIL.

¥ neteit ctapiie AByX €T, He IPUHMN-
MAIOIUX HUTU3VHOH, PUCK Pa3BU-
s 'K ocraercsa Boicokum (40%).
B sTOoM cny4ae TakTMKa CIOpHA -
MPOBOAUTD TPAHCIUVIAHTALIUIO MU
OT/IOKUTD €€ [0 MOSABJIEHUA IPHU-
3HakoB I'lIK. PexoMmenpmanuu cyry6o
UH/IMBUYyaIbHbI.

Penupus napacrtanusa A®II B cbI-
BOPOTKe KPOBI TpeOyeT KOMIITEKC-
HOTO MCCIe0OBaHM A, IPU KOTOPOM
0ocoboe 3HaYeHMe NpUAAETCA pas-
AVYHBIM MeTOfaM BU3yaln3a-
yun (MPT, KT) mogosputenbHoro
Ha 'K o6beMHOTO 06pasoBaHus
IeYeHyu ¥ MOp(OIOTNIeCcKOMY VC-
C/IeJOBAaHMIO TKaHM He4YeHU, HOj-
tBepxparomemy I'ITK.

Xapaktepucrtuku getein,
HaXoAALWMXCA MO HaLUM
HabnoaeHnem

Huarnos HT1 ycranosnen y 18 feteit
¢ 2006 mo 2014 r. (tabn. 2). Tpoe
U3 HUX YMep/IN [0 TOro, KaK IOsi-
BIIACh BO3MOXXHOCTD IIPUMEHEHSI
tepanuy OpdagnuHoM. Y BceX Tpoux
OTMEYanoch IOLOCTPOE TedeHUe
3abonmeBaHusA ¢ 0e6ITOM [0 OLHO-
ro roga. B To >xe Bpemst O3aHss roc-
OUTaNIN3anus depe3 HeCKONbKO
MecAlleB OT feboTa codeTanach
C perpeccoM HaBBIKOB, IMITOITIMKE-
MUeil M OCTPBIM TeYeHMEM paxu-
ta. Ha puc. 2, 3 u 4 npefcraBneHsl
Hanboree 3HAYMMBIE ITAPAMETPHI —
JlaHHbIE O Havyajaa Tepamluy, depes
Mecs1] TepaInu U Jajee Yepes LIeCTh
MecsLeB. ITI HapaMeTpsl Hanboee
3HAUUMBL: C OHOM CTOPOHBI, OHU
HOATBEP>KAAIOT AMATHO3, C APYTOI —
oTpakaloT 3¢p(eKTUBHOCTh Tepa-
mun. A®II - Haubornee crienuduy-
HbIT Mapkep BeposiTHoI I'TIK.

B rabnuue 3 moxasaHbl MyTaIuu,
o6Hapy>KeHHble Y HAIINX IIalVeH-

JddekTBHad hapmarorepanua. 3/2015



Tabnuya 2. Xapaxmepucmuku nayueHmos

Ny

Tema Homepa: opdaHHble 3a6oneBaHﬁ“§

bonbHoI IMe6roT Bospact Hayvano repanuu | IIuppo3s | Cuagpom ®aHKOHM IIponomKnTenbHOCTDh
HT15/HT1A AUATHOCTUKU | HUTUSMHOHOM Tepanuu
A.C. Menee 1 roga 2 ropma 3 Mecaa 2 rojga 6 Mmecsanes  + Her 7 neT
H.M. Menee 1 roga 2 roma 2 mecsitja 5 et 1 mecsig + 4+ nonmubiit CO 6 et
K. Menee 1 roga 4,5 roga 4 ropma 6 mecAaneB  + ITepenomer 2% 7 neT
JLKX 4 mecana 7 Mecs1eB 7 Mecs1eB + [unepnapTupeos 3 roga
II.b. 2 roga 12 et 12 net + 4+ monubiin CO 4 roga
AAX 2 mMecsia 7 Mecsi1eB 7 Mecsi1eB + Het 2 roga
H.B.* 3 mecsma 2 Mecsna 2 Mecsana Her Her 2 roga
T.b. 1 rop 11 mecaues 12 mecaues + Inepnaparupeos He monyvana
AKX 6 MecsIeB 11 mecsaneB 11 mecsaneB + Iunepnaparupeos 2 roga
AY. 2 roma 4 roma 5 et + Her, MKB Ha ¢one neyenns Buramuaom D 2 roga
ATl 2 roga 2 roga Her + + 2 roga
M.D.X* 6 MecsIIeB 8 MecsIeB 8 MecsIeB + Her Her mannbix
PU. 2 roga 5 et Her + 4+ 1 rom
K. JT.** 1 rox 2,5 roma 2,5 roma + 4+ 7 MecsAIeB
PB.* 2 mecsIla 4 mecsna 4 mecsna Her Her 4 mecsna
* TTauments: ¢ HT1A.
** TpaHCIUTaHTAIMA NedeHy B OKTAOpe 2014 1.
5 0 ‘ 1 ‘ 2 ‘ 3 ‘ 4
ToB. B maboparopun HGO MTHI] mnpoBefjeHHOro jeYyeHUA OTMedYa- Z
PAMH ycraHOB/IeHa paHee He ONMU- JINCh CTAOMIM3ALUs COCTOSHUA, i =
canHas Myrtanus B rede FAH y on-  wacTmuubiii perpecc nmpposa g 5 1007
HOTro OO/NIBHOTO SIKYTCKOTO IPOMC- U IMOPTaAbHOI rumepreHsun. Boc- S é 10
XOK[IeHNUsA. 3aTeM Ta >Ke MyTalus CTaHOBWJICSA MUHEpPaIbHBI OOMEH. ::fr &,
Obl1a BbIAB/IEHA Y eTeil u3 Bypatun Pas3Butue AeBOYKHM CTAIO COOT- 5 E 14
n JlarecTana. ¥ OCTa/IbHbIX MALIEH- BETCTBOBATb BO3PACTY. g g 01
TOB OOHapy>KeHbI paHee OlMCaHHble [IpOJO/IKUTENBHOCTD Tepalnuyu EE \
MYTaLuiL. COCTaBJIAET OT YETBIPEX MECALEB 2 é 0,01 1 amason sopws \
mo 6,5 ropma. Y Tpoux fiereit oTMe- 3§ £ 0,001 —
Co6cTBeHHbIE faHHbIE YaeTcs MmepephiB B JeYeHUM, YTO
0 pe3ynbratax 3pPpeKTUBHOCTH S

neyenus HT1 HuTU3NHOHOM

IlepBoil nedyeHMe HUTU3NHOHOM
B Hamrell cTpaHe Havana (4 ¢es-
pana 2008 r.) manmentka A.C.
2005 ropma poxpeHunA. ITO Mpo-
M30LIJIO 10 MOMEHTa pPerucTpanum
npemnapara. beizo monydeHo pas-
pellleHNe TOKa/JIbHOTO 3TMYECKOTO
KoMuTeTa M MHGOPMUPOBAHHOE
cormacue marepu. Tepamust 6bima
HayaTa Ha OCHOBAHUM IIpuUKasa
Mmunsppascoupassutua Poccun
ot 09.08.2005 Ne 494 «O mopag-
Ke IpUMeHeHUA JIeKapCTBEHHBIX
CpPefCcTB y GONBHBIX IO >KM3HEH-
HBIM IIOKa3aHUsM». B pesymbrare

Meauarpus. N2 1

IO HAcCTOsIEero BpeMeH) 4YpeBa-
TO pa3BUTMEM OCIOXXKHEHUIT, HO-
CKOJIbKY BBICOKJE KOHIIEHTpaluu
TUPO3MHA CIHOCOOHBI MPUBECTHU
K THUPO3MHEMHNYECKOMY KpU3Y.
Habnomgenne mnpojonxaercs.
HapmeeMcs, 4TO TOCTaHOBIIEHIE
ITpaButennbctBa PO ot 26.04.2012
Ne 403 «O mopsizke BefeHMs de-
IepajbHOIO perucrpa aul, cTpa-
BAIOIVX >KMU3HEYIPOXKAWIUMU
U XPOHMYECKUMU HPOrpeccupy-
fowuMu peskumu (opdaHHBIMNI)
3a60/eBaHUAMM, MPUBOIALINMHU
K COKpallleHMI0 IPOJOIKUTENb-
HOCTM >XM3HM TPakJgaH MIU KX
MHBAINHOCTH, ¥ €r0 PernoHaIb-

Puc. 2. Tunamuxa cykuununauemona é moue demet,
nonyuasuiux Opdaoun He meree wiecmu mecsyeé
(0 - 00 neuenus, Oanee Kaxcovle uiecmov mecayues)

0‘1

2’3‘4

1400

JIMamasoH ypoBHs THPO3MHA C BHICKMM PUCKOM MO60UHBIX 9dpexTon

1200
1000
800
600 -
400 -
200 ~

YpoBeHb THPO3NHA,
MMOJIb/JT

JlnanasoH HOpMbI

0

Puc. 3. [lunamuxa codepianus mupo3uHa é col60pomxe
xpoeu oemeii ¢ HT1 na gpone mepanuu Opdaourom (1 mz/xe)
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mAC WHM mIK

HHbE ETbH MECK

1000 000
100 000 -
10 000 -
1000
100
10

0

I.5. mJLK. W TA.
M3. = AIlL WP/ mKJ

0

Puc. 4. Yposenv ADII 6 coisopomre Kposu nayuenmos

1

2 3 4

Ha (ﬁOHB JleeHUA HUMuU3uHOHOM

Tabnuya 3. Pesynvmam mMoneKynapHo-2eHemu4ecK020 AHanu3a

Myrauus s rene FAH

A.C.

H.M. (paxuT)
LK.

E.K. (ocTpasn)
I.B. (paxut)
A.A. (ocTpas)
H.B. (octpas)
T.B. (ocTpas)

O 0 N N U A W N~

A K. (ocTpan)
AY.

M.3. (ocTpas)
AIL

PIL. (paxuT)
K.[. (paxwur)
PB. (ocTpast)

e e e
G oA WD = O

Puc. 5. Banveycuas u eapycuas Oepopmarust
Hoz y 6onvHvix PVI. 4 nem u K.II. 3 nem na goue
THIBE (y o6eux sepuduyuposan yuppo3 neuexu)

30

IVS12+5G>A/Argl 74X
1VS6-1G-T/R174X

VS 6-1G>T

IVS 12+5G>A/IVS 6-G>T
IVS 6-1G>T

IVS 1090G->C/Glu364GIn
IVS 6-1G-T

VS 6-1G-T
Ala203Asp/IVS12+5G>A
GIn64His/TVS5+1G>5]
Pro342Leu
Val166Gl/His333Pr]
¢.125C>T (p.Pro342Leu)
IVS 1090G->C/Glu364GIn
1VS6-1G-T/R174X

a HoMepPa: OpGaHHble 3a00MeBaHuA

Puc. 6. Penmezenozpammol cabnesudnoti dedpopmanuu oz y 6onvrozo H.M. 0o (A)
u uepe3 nonzooa (B) nocne onepamueHozo newenust (KAUHOBUOHOLL pe3eKyuu
¢ pukcayueti memannuuecKkoti nIACMUHOL Mano- u 6onvuiebepy060ii Kocmeii)

HOTO CeTMeHTa» OyJeT peaansoBa-
HO, 1 ieTsIM OyJeT rapaHTUPOBAHO
becriepeboiiHOE TeYeHne.

g PeKTUBHOCTD NeyeHuna
POCCHIICKNX AeTel C N03HO
YCTaHOBJIEHHbIM [UArHO30M
Kpome ocuoBHOTrO Mertabomun-
Ta — CyKIMHMIaleToHa (puc. 2),
cobcTBeHHO TuUpo3uHa (puc. 3),
onkomapkepa — A®II (puc. 4), nsy-
yanu ypoHu I'TTII, akTuBHOCTD
Tpancamnuas, II® u gpyrux xam-
HUYECKUX M OMOXMMMYECKMX Ma-
paMeTpoB KPOBM, OTPakaloljux
sddexTuBHOCTD nMeveHuss HTI.
HaMmu cucremaruyecku onpepens-
H0TCsI OMOXMMMYECKIe ITapaMeTpsl
Moun - Kampuuit- u pocdop-kpe-
aTMHOBble K03(GUIMEHTHI, ITII0-
KO3ypusi, IPOBOAUTCS PYHKINO-

Ha/lbHasi Npoba 1Mo 3MMHUIIKOMY,
a TaK)Xe KUCIOTHO-OCHOBHOE CO-
CTOsIHIE KPOBH, [TOKa3aTe/ln Koary-
JIOTPaMMBbl, B YaCTHOCTU BUTAaMUH
K-3aBuCHMBIX GaKTOPOB, TOPMOHBI
KOCTHOTO MeTabonm3Ma 1 ypoBeHb
00111eTO ¥ MOHM3MPOBAHHOTO KaJIb-
1y u pochopa B KPOBIL.

Vs 15 peteit y 4eTBepbIX (ABYX
Majb4MKOB U JBYX JeBOYEK) OT-
Medanauch TsKenble pedopma-
UMM CKejleTa C IOTepell OMOpPbI
Ha HoOrM, cabneBupHasA gedopma-
U TpyOYaTHIX KOCTEN, CKONNO3
[I03BOHOYHMKA 1 Tpy6ast BapycHas
medopManusa CTOI, YTO SABUIOCH
pesy/nIbTaTOM BTOPUYHOTO CUH-
npoma ®aHKOHM, BUTaMuH D-pe-
3UCTeHTHOTO paxuta. Kpome Toro,
y OZHOTo pebeHKa MMeIN MeCTO
cnoxxHast gedopMamus KOTEeHHBIX

Puc. 7. IIpozpecc na gone neuenus Opdaounom (nayuenm JI. 3a mpu 200a neueHus 6b1poc
Ha 36 cm u npubasun 6 eece 36 kz; nayuenm H. 3a uemvipe 200a neuenus evipoc Ha 43 cm
u npubasun 6 eece 17 k)

JddekTBHad hapmarorepanua. 3/2015



CYCTaBOB, BBIBIX KOJICHHBIX Yallle-
YeK M Ta300epeHHBIX CYCTaBOB.
3a rox TepanmMy HUTU3VHOHOM
Ha QpOHe KOpPeKI UM KICTOTHO-IIle-
JIOUHOTO COCTOSIHMS, Ha3HAYeHM
aKTUBHBIX MeTabO/IUTOB BUTAMU-
Ha D (kanpuurpuosna), mpenaparos
KajabLusA M ABYOCHOBHBIX ¢oc-
$baToB KyIMpPOBAH IOYEYHBIN
KaHa/IbIeBbIil alluf03, BTOPUY-
HBlIl TUIlepIapaTupeos, BOCCTa-
HOBWJICA MUHepaJbHBIN 00MeH,
HOPManN30BaNUCh MUHEpaIbHAsA
IJIOTHOCTb KOCTel (IO JJaHHBIM
TeHCUTOMEeTpUM) U KOCTHBIN BO3-
pact. Y oHOro pebeHka ormeda-
nach rpybas fedopmarus rpysHON
KJIeTKY, IpUBeAIIas K JbIXaTe/lb-
HoVt HegocTtaTouHocTu IIB, KoTO-
past mocre roga tepanun u addex-
TUBHO [ bIXaTe/IbHOV TMMHACTUKN

Nurepatypa

Tema Homepa: opdaHHble 330011683

C IOBBILIEHHBIM CONIPOTUBIEHNEM
Ha BbIJOXe IpMUBeNa K BOCCTa-
HOBJIEHUIO BEHTUJIALIMOHHBIX TO-
Kasateneil. Yepes ropm nmedyeHus:A
HUTU3MHOHOM HaM COBMECTHO
C COTPYAHMKaMM OPTOIENNYIECKO-
IO OTZENEHNA YJA0Ch BBIIIOTHUTD
yCIelIHble oNepanuy KOppUrupy-
1ol1eil 0CTEOTOMUM Y ABYX Majb-
YMKOB M 4Yepe3 IONTO0JA Y OFLHOI
meBouku (puc. 5,6 u 7).

Y Bcex fgereit o gaHHBIM GuUOpPO-
37aCTOMETPUM MeYeHU OTMEUYeHO
CHVDKEHVIE TUIOTHOCTY TIeYeHOYHOI
MIapeHXMMBbI, YTO HE CBOJICTBEHHO
LUpPO3aM I€YE€HU [PYrOM 3TUO-
noruu. OT KOHTPONBHOI OMoIICUN
IIeYeHN [0 ITUYECKUM COOOpake-
HUAM, MONYYMB IONOXUTENIbHYIO
OVHAMUKY II0 JPYTUM IIapaMeTpam,
MBI BO3/lep>KMBaeMCA.

3aKkniouenne

IIpy aHanuse MOHUTOpPUpPOBaA-
HUA OMOXMMMYECKMX IIOKasaTesneil
y HeTeil, He MPEpPBIBABIINX TEPAIINIO,
MOXXHO C[Ie/IaTh CTIEYIOIVIe BHIBOJBL.
Bo-1epBbIX, HM Y OFHOTO pebeHKa
He BbIAB/IEHO T0O0YHBIX 3(DPeKTOB.
Bo-Bropsix, nedeHne 3¢ pexTUBHO
Kak Ha ctaguu uypposa (HT1B), tax
1 Ha CTaZiuy OCTPOIL II€4€HOYHOI He-
nmocrarounocty (HT1A).
Bo-BTOpBIX, X0powmmuii adgdexr mno-
JIy4eH [ake IIpU IIO3[JHEM CTapTe
teparuu (HT1B). Ho, koHeuHO, Yem
paHblile HaYaTa TEPAINs, TeM JIydIIe
pesyrbrar.

B-TpeTbux, B TedeHue roga perpec-
cupyeT Tybynomatus M BOCCTaHAB-
JIMBAETCSI MUHEPaabHasl IIOTHOCTD
KOCTeN BCJIENCTBME CHVIKEHUS I10-
Tepb Kby 1 pochopa ¢ MOYOIL.
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A 7-Year Experience of Therapy with Nitisinone of Hereditary Type 1 Tyrosinemia in Russia

L.S. Namazova-Baranova, S.I. Polyakova, T.E. Borovik, T.V. Bushuyeva, M. A. Varichkina, A.K. Gevorkyan
Scientific Center of Children’s Health under the Russian Academy of Medical Sciences
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The main purpose of the current publication was to attract attention of medical audience to the problems related
to hereditary tirosinemia. We refer to a timely and uninterrupted medical supply of such patients, the earliest
possible diagnostics, by integrating efforts from physicians of different medical specialties (hepatologists,
resuscitators, gastroenterologists, orthopedic surgeons, nephrologists, and neurologists) for development

of appropriate individualized curative tactics.
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