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3agep>xka Gu3nyeckoro
Pa3BUTUS

n KapgmomuonaTums

y pebeHka ¢ NepBUYHbIM
CUCTEMHbIM AePULNTOM
KapHUTUHA

E.A.Hukonaesa, N.B.JleoHTbeBa,
E.N.KanayaHosa, .B.30nkuHa

®I'bY Mockosckuit HUW nepguatpum n petckoi
xupyprun Munsgpascoupassutus PO

CucreMHBIN TedpUIUT KapHUTHHA — penkoe (opdaH-
HO€) HaCAe[ICTBeHHOe 3a00AeBaHMe, 00YCAOBAEHHOE TTe-
dexToM TpaHCIIOpTepa KaPHUTHUHA, YTO BeJleT K Pe3Ko-
My HapyIIeHUIO IOCTYIAeHMS KapHUTHHA B TKaHU M
KpajfHe HM3KOMY ero ypoBHIO B Kposu. [IpencraBreno
cobcTBeHHOE HabAIONeHNe 3a pebeHkoM T., ponmBIIIM-
sl OT poacTeeHHOTro Opaka. B P® mmarsos cucremuoro
medpunmTa KapHUTMHA YCTAaHOBAEH BIIEpPBBIE M IIOJ-
TBep>XK/IeH BhIsiBAeHMeM MyTanuy reHa SLC22A5. Tleae-
HallpaBAeHHas KOPPEKIMsl Tepaluyu C BKAIOUEHUeM
npenapaTa AbKap B mo3e 80 Mr/Kr/cyT IpuBeAa K BbI-
Pa’KEeHHOMY YAYYIIEHMIO CAMOYYBCTBYS ¥ COCTOSHMS
pebenka. B Teuenme 2 Aer mpomsonira HOpMaAM3aIsl
HOKa3aTeAel (bU3MIeCKOTO pasBUTUS M BHYTPEHHMX
OpraHoOB. YPOBeHb CBOOOTHOTO KAPHUTHMHA B KPOBM CO-
OTBETCTByeT CyOHOpMaAbHEIM IapamerpaMm (15
MKMOAB/ A).

Kawouesvie crosa: netvs, cucTeMHbli 1edpUIUT KapHMU-
TUHA, pU3MIecKoe pasBUTHe, KapAMOMUOLATHS, CBO-
6onHb KapHNUTHH, TeH SLC22A5, DApKap.

Retardation of physical development
and cardiomyopathy in a child with
primary systemic deficit of carnitine
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Systemic deficit on carnitine is a rare (orphan) hered-
itary disease due to deficit of transport of carnitine.
First case of such condition diagnosed in Russian Fed-
eration in a child burned from marriage of close rela-
tives and associated with mutation of gene SLC22A5 is

presented. Corrective therapy with use of levocarnitine
80 mg/kg/day resulted in considerable improvement
in clinical condition. During 2 years physical develop-
ment and internal organs became normal. Free
carnirine level in blood became subnormal (15 pmol/1).

Key words: children, systemic deficit on carnitine,
physical development, cardiomyopathy, gene
SLC22A5, levocarnitine.

Ha coBpeMeHHOM 3Tale pasBuTHs 3IpaBOOXpaHEHNS
GOABIIIOe BHUMAaHNe IIPUBAEKAET IIpobAeMa penkux (op-
cpanHbIX) OOAe3HEN, OOABIIYIO YacTh KOTOPBIX COCTAB-
ASIIOT TeHeTMIeCKM IeTepMIHIPOBaHHbIe 3a00AeBaHII,
UMeIOIVe CYyIIeCTBEHHOE BAVMSHNE Ha COCTOSHUE 3110-
poBbs netei [1]. B mocaenHye romsl mpomeMOHCTPUPO-
BaHO yBeAMYeHe BKAAa HACAEICTBEHHBIX 1epeKTOB B
IIOKa3aTeAl MAAIEHYeCKOi 3a00AeBaeMOCTL 1 CMEePT-
HOCTHM, YPOBEHb IeTCKoi nHBaAumHOCTH. Hacaencrsen-
Hble 60AE3HM XapaKTepU3YIOTCS Pa3HOOOPa3HBIMY KAK-
HWYeCKMMH IIposiBAeHMsIMI. [lonaBasomee GOABIINH-
CTBO 13 HIX COIIPOBOXKIaeTcs HapyleHyeM pusndecKo-
rO U IICMXOMOTOPHOTO PasBUTHUS, IOpPa’kKeHUEM BHYT-
perHnx opraso. CepmedHo-cocymmcras CHUCTeEMa
HepenKo BOBAEKAETCS B IATOAOTMYECKII IPOIecc, 9To
BBI3bIBaeT OOABIINE TPYIHOCTH ¥ KapPIMOAOTOB IIPY MH-
TepIpeTalyy HapyIIeHWI ¥ YCTAaHOBAEHMY IMarHo3a
KOHKPETHOTO HaCAEIICTBEHHOTO 3a00A€BaHML.

CoraacHo maHHBIM perucrtpa (916 mereit ¢ Kapamo-
muonarusamu B CIITA n Kanazne) [2], oxkoro 25% Beex
CAydYaeB KapIMOMMOIIATUM B JETCKOM BO3pacTe COCTaB-
ASIIOT KapIVOMMOIIATUM TeHETUIECKOTO IIPOMCXOXKIe-
HVS, IpUYeM cpeny nocaemunx 15% mpuxomurcs Ha mo-
AIO HaCAEICTBEHHEBIX MeTaOoAmdeckux OoAre3Heir. AHa-
AOTMYHBIE CBEIEHMS IIPEICTaBAEHBI IPYTMMM aBTOpa-
M [3]. KapavoMmmonatiy cay>kaT KAMHUYECKUM IIPO-
saBreHMeM Ooree 40 Ho30AOIMYecKUX — opM,
OTHOCSIINXCS K KaTeropyu opdaHHEIX GoAe3Helt i 06-
YCAOBAEHHEIX HedpeKTaMy oOMeHa BelecTB. B umcao
3TUX POPM BXOIAT HAapYIIEHNU TPaHCIOpPTa ¥ (-OKMC-
AEHMS XXMPHBIX KICAOT (OTBETCTBEHHBI ITOUTH 3a 1/4
cAy4YaeB MeTaGOAMYECKON KapAMOMMOIIATHN), OpraHu-
JecKue alyaeMuy, aMMHOAIMIOIATUY, TAMKOTeHO3EI,
AM30COMHBIe OOAE3HM, HapyLIeHWs TAMKO3MAMPOBA-
HMSI, IIEPOKCHCOMHEBIE ¥ MUTOXOHIPUAABHEIE 3a00A€Ba-
Hus [2, 4]. BaXHOCTh CBOEBpeMEHHOM IMArHOCTUKI
yKa3aHHbBIX COCTOSIHNI 00YCAOBAEHA He TOABKO HEOOXO-
IVMOCTBIO IIPaBUABHOTO T€HETNUECKOTO KOHCYABTHPO-
BaHMsI CeMbJ, HO ¥ BO3MOXHOCTBIO OKa3aHMsI CIelya-
AM3MPOBaHHOM MeIUIMHCKO nmoMoum. Tak, mpyu MHO-
IMX HaCAeLCTBEHHbIX O0AE3HsIX OOMeHa BeIeCTB paspa-
60TaHbl CIIOCOOBI IMEeTUYECKOIO M MeIUMKaMeHTO3HOIO
AedeHys1, MeTOIbI (pepMeHTO3aMellaloNIel TepaIiL.

B rpymnme HacaencTBeHHBIX 3a00A€BaHMI, 06yCAOB—
AEHHBIX HapyLIeHVsIMU OOMeHa XKVIPHBIX KVICAOT, IIpU
MHOIMX HO30AOTMYECKMX opMax KapAMOMMOIIATII
SABASIETCS. OTHMM U3 IOMUHMPYIOMMX KAVHUYIECKIX
IPU3HAKOB, OLPeNeASIOMNX TAKeCTb COCTOSHMA IeTel
[5, 6]. Cpenn muarHOCTMYecKM 3HAYMMBIX MH(pOpPMa-
TUBHBIX AaOOPATOPHEIX MapKepOB 3THX 3a00AeBaHNII —
HWU3KMI YPOBEHb CBOOOJHOTO KApHUTUHA B KpoBH. JIAs
AedeHVsT OOABIIVHCTBA (POPM, IOMIMO IMeTOTePaIINH,
C HOAOXKMTEABHBIM 3(P(PeKTOM UCIOAB3YIOTCS IIpelia-
patsl AeBokapHUTHHA. OcOOEHHO BBICOKAsS 3pdpeKTyB-
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HOCTb OTM€YeHa y JeTell C HEPBIYHBIM CHCTEMHBIM Ile-
unmTOM KapHNUTHHA.

Cucremumet  gedpunur  kKapHutnHa (OMIM!
N°212140) Buepssie ommcan G. Karpati n coast. B 1975 1.
[7]. YacroTta 3a6oreBaHMs, onpenereHHas B SIOHWUY,
cocrasaster 1:40 000 HoBopoXXIeHHBIX (0pdparHOE 3a00-
AeBaHMe). B ocHOBe cycTeMHOTO medpuimTa KapHUTHA
AexnT nedekT reHa SLC22A5, KOTOPBIN AOKaAM30BaH
Ha JIAMHHOM IIAede XpOMOCOMBI 5, B AoKyce 5q31.1; co-
crout u3 10 5K30HOB; SKCIIPECCUPYETCS B CKEACTHBIX
MBIIIIAX, cepare 1 moukax. [IpoxykToM reHa siBAseTCS
6erox OCTN?2 - HaTpuit-3aBUCUMELI TPAHCIIOPTEp Kap-
HnTiHA. PyHKIMA TaHHOTO OGeAKa 3aKAIOYaeTcs B obec-
HedeHN TPAHCIOpTa KApHUTHUHA, B YaCTHOCTH, B KAET-
KI CKeAETHBIX MBIIIII ¥ MUOKapaa, a TakXe ero pead-
copOumy B KaHaAbIlaX IOYKY, B HOPMe TOCTHUTalOIIeit
98%. K HacTos1meMy BpeMeHM M3BeCTHO O 22 BapMaHTax
myTarmy reHa SLC22A5, mpencraBAsionmx coO0i Muc-
CEHC-MYTaIlNy, MHCEPIVY, MYKPOIEAEINI ¥ BeTy X K
nedexty cunTesa beaxa OCTN2.

Iarorenes 3aboaeBanHys 00YCAOBACH HapyIIeHVEM
HOCTYIAeHNs KApHUTVMHA B TKaHM M €T0 IOoTepeil ¢ Mo-
qoit. CAeICTBMEM 5TOTO SIBASIETCS pe3Koe CHIDKEHNe Co-
Tep>KaHWs JTAHHOTO BelecTBa B KAeTKaX M KPOBHU, UTO
BAeUeT 3a co00M IAy6OKoe paccTpOCTBO GMOAOrMYe-
CKJMX IIPOIIeCCOB, B KOTOPBIX IIPYHMMaeT ydacTue Kap-
HUTHH. VI3BeCTHO MCKAIOUMTEABHOE 3HaYeHye KapHMU-
TMHA IAS IOANepXKaHUS OMOSHepreTMYecKuX MUTO-
XOHAPUAABHBIX (PYHKINI B OpraHM3Me MAEeKOINTAIo-
mux ¥ deroseka [8, 9]. Kapuntun obecneunsaer Ha-
JaAbHbIE STAIlbl KATAOOAU3MA AUIIMIOB — aKTUBALIMIO U
HepeHOC JAMHHOIIEIIOYEUHEIX KIUPHBIX KUCAOT B BHJe
aIMAKapPHUTMHOB U3 ITUTOIAA3MBEI B MaTPUKC MUTO-
XOHIpPHUIL, YTO IeAaeT MX HOCTYIHBIMU IAS (-OKUCAe-
Hys ¢ obpasoBaHmeM anetuA-KoA n cuHTe3a keToHO-
BBIX TeA. 3Ha4YeHMe IS OpraHM3Ma yKa3aHHBIX IIpOIlec-
COB BO3pacTaeT B yCAOBMSIX BEICOKOTO PacXOAOBaHMs
SHEPreTNIeCcKUX pecypcoB, TpeOYIOmNX IOBBIIEHHOTO
KaTabGoAM3Ma, TO eCTh PV MHTePKYpPPEHTHBIX 3a00Ae-
BaHWAX, YCMAEHHBIX py3nuecKyx Harpyskax u ap. Cro-
COOHOCTh KapHUTVHA 0Opa30BbIBATh AlVABHBIE PAlM-
KaAbl A€KUT B OCHOBe er0 (PyHKIMM PETYASIN SHep-
reTM4ecKoro MeraboamsMa IyTeM cbssbiBaEmsa KoA.
[Tono6HBIM ke 06pa3soM peaAnsyeTcsl TeTOKCHUIMPYIO-
mas PyHKIMSI KapHUTHHA — CBS3BIBAHME Y BHIBEIEHNe
U3 KAETKY HaKAIIAMBAIONIMXCS IPOM3BOIHBIX OpTraHM-
9eCKMX KUCAOT. BEIIBA€H IPOTEKTUBHBIN MeMOpaHO-
TPOIHEI 3ppeKT KapHUTHMHA, IPeI0TBpaIIaOIIIi He-
raTMBHOE IEeVICTBYE psAda TOKCMIECKUX areHTOB ¥ VH-
IYKTOPOB aIlloNTo3a, YCTAaHOBAHO ero GAarompusaTHOe
BAVSIHME Ha SHIOTeAMI cocynos [8-12].

OcHoBHBIE KAMHIYECKNE IPU3HAKU CUCTEMHOTO ie-
unmTa KapHUTHHA SBATIOTCA PE3YABTATOM pa3ByBaloO-
IVXCSl HapyIIeHni SHepreTnyeckoro obmMeHa, MeTa6o-
AV3Ma AVIIVIOB M CBSI3aHHBIX C HYMM PacCTPOCTB Ipy-
TMX BUIOB OOMeHa BellecTB. B cBs3M ¢ 0c0OeHHO BBICO-
KOV aKTMBHOCTBIO KapHMUTWH-3aBUCUMEIX OMOAOIMYe-
CKUX IpPOIecCOB B MMOIMTaX M KapIMOMMOINUTaX, B
IIepBYIO OUepe/lb, CTpalaiOT MBIIIeYHAs ¥ CepIedHO-CO-
CyIMCTas CHCTeMBI, a TaK>Ke IIeueHb, HepBHas CHCTeMa
U TAAZIKas MBIIIEYHas TKaHb.

Cpoxn Marupecramm 3aboreBarys — oT 1 Mec 1o 7
Aet (B cpemHeM 2 rofa). Y JeTeit paHHETO BO3pacTa Oc-
HOBHO€ IIPOsIBA€HNE — TUIIOKEeTOTIIeCKas! TUIIOTAMKEMI-
Yeckasl sHIedaronatys (BIAOCTb, COHAMBOCTD, IIOBTOP-
Has pBOTa), MMeIoIIas IpuCTynooOpa3Hoe TedeHNe. Kak
IPaBMAO, IeTV YMEPEHHO OTCTAlOT B IICMXOMOTOPHOM
PasBUTHH, YacTO OOAEIOT MHTEPKYpPEHTHBIMY 3a00A€eBa-

musavu. OTMedaeTcs yBeArdeHre pasMepos nedernn. He-
CKOABKO II03Xe (B Bo3pacTe 2-3 AeT) IPUCOeIMHICTCs
Iporpeccupylomas Kapauommonarys [7, 13-16].

Y 60ABHBIX 6OA€e CTapIIero Bo3pacra JOMUHUPYIOT
IpU3HAKU CKeAETHOM MMONATUM M IOpa*keHusl MMO-
kapra. Hepenko HaGAIOmaIOTCS HApyIIEHNS KeAyI0d-
HO-KMIIEYHOTO TpaKTa: O0AM B XXMBOTe, Ivapes. B He-
KOTOPBIX CAy4YasX IePBBIM IPOSBACHNEM 3a00A€BaHM
MO>eT OBITh BHe3aIlHas CMepTh pebeHKa.

Y  TeTepo3MIOTHBIX HOCHUTEA€N MyTalluu TeHa
SLC22A5 ommcansl o3nHO MaHUecTHpYIOmas 106-
poOKadecTBeHHas IMIepTPOdys MUOKapaa M HU3KMIA
ypOBeHb CBOGOIHOIO KapHUTHWHA B KPOBU IIPH POXKIe-
Hun [17, 18]. Vimetorcsl cBeleHNs, 9TO HOCUTEAN psla
MyTalui B IpOMOTOPHOI 30He TeHa SLC22A5 mpen-
pacroaoxensl k 6ore3nn Kpona [19].

AabopaTopHble IpU3HAKY CUCTEMHOTO medpuumTa
KapHUTWHA: HU3KMI YPOBEHb KapHUTMHA B TKAHIX
(IeueHy, MBIMIIAX); OPUCTYIIBI TUIIOTAMKEMIY, HE CO-
IPOBOXKJAIONINeCs KeTO30M; IIOBLIIIeHNe aKTUBHOCTHI
TpaHCaMJMHas3, ypOBH: aMMMaKa B KpPOBY; ITMIIOXPOMHas
aHeMMs1. B KpoBy CHVKEHEI Bee ITOKa3aTeA KapHUTIHA
— obmmit, cBOOOIHBI (MHOIAa MOXeT OBITH HOPMAaAb-
HBIM) ¥ CBSI3aHHBIN (aIMAKapHMTHHED. V3 armAKapHn-
TMHOB 0COOEHHO XapaKTepHO CHJKeHMe ITOKa3aTeAs
aneTuAKapHuTHHA. [Ipy MccaenoBanmy MeTOIOM TaH-
IeMHOJ Macc-CIIeKTPOMETpUM cofiep>KaHye CBOOOITHO-
ro xapEuTMHa — MeHee 10 MKMOAB/A, CyMMapHBIX
alMAKapHUTMHOB — MeHee 5 MKMOAB/ A [20]. B Aeltko-
mmTax, pubpobAacTax M KAeTKax OPYTUX TKaHeH CHU-
>KeH 3axBaT KapHuTiHA (0K0A0 3% 0T HOpMEI). OTMede-
Ha HOBHIIeHHas! IoYeYHas SKCKpenys KapauTyiHa [21].
B Moue ompeneaserca HOpMaAbHOe colep KaHue M-
KapOOKCUABHBIX KUCAOT, YTO CAYXKUT KpuTepueM mid-
(pepeHIMaABHOI TMATHOCTHKY 3a00AeBaHMI, OOYCAOB-
A€HHBIX fTecpeKTaMM -OKMCAEHNS KUPHBIX KICAOT.

OCHOBHEIM A€ueOHBIM IIperapaToM SBASIETCS AeBO-
KapHUTIH, KOTOPBI/ HasHadaeTcs u3 pacdera 50 Mr /KT
B CYT 3a 2-3 mpueMa OAUTEABHO (OXM3HeHHO). [lo3a
MOXeT ObITh yBeandeHa 10 100400 Mr/Kr Maccl B CyT,
HO He JOAXHa npesbimats 3 r/cyT. Kpome Toro, mc-
HIOAB3YeTCsl IMeTHYeCKOe AedeHye: IpoOHOe IUTaHNe C
yMeHbIIeH)eM IIPOMeXXYTKOB MeXX Iy IpyeMaMy NI
C IEABIO ITPeyIIPEeXIEeHNS TOAOTAa M. B G0ABIMHCTBE
CAy4aeB IIPOBOAMMAsT Tepanys JaeT 3HaYMTeAbHBIN IO~
AOXUTEeABHEI 3¢ dexT. ONHAKO TeTH paHHero Bo3pac-
Ta C BEIpaKeHHBIMM ITPOSIBACHVAMY TUIIOKeTOTHYEeCKOMN
TUIOTAVKEMMM, TSDKEABIM IOpaXkeHMeM IedeHy U
ceplla MMeIOT BEICOKMIA PUCK A€TAABHOTO MCXOMa.

B oTedecTBeHHOM AMTepaType OTCYTCTBYIOT OICA-
HYS TIaIIMeHTOB C CUCTEMHBEIM IepUIMTOM KapHUTHHA.
ITpencraBasieM cobcTBeHHOE HaOAIOZIEHYE 32 peOeHKOM
T., 3a60AeBaHMe KOTOPOTO IIepBOHAYAABHO PacIleHNBa-
AOCh KaK MUOKapauT. B PP ouaeros cucmemmo2o degpuisu-
ma KapHUmMuHA YCmaxosAeH 6nepebie.

Maapurk oT pozrcTBeHHOTO Opaka (POIUTEAN — TBOIO-
pomasle cu6cEl). Pommacs or 1 6epeMeHHOCTH, TIpOTe-
KaBIIel C TOKCMKO30M | IIOAOBMHBI, CPOYHBIX POJIOB, C
Ipu3HAKaMM BHYTPUYTPOOHOI IMIOTpoduu: Macca
npu poxaernu 2600 1, nanHa 48 cM. Ha 1 rony >xusan
HabAIOTaAaCh 3amep>KKa pU3MIECKOro U ICUXOMOTOP-
HOTO pa3sBuUTH (HadaA caMOCTOATEABHO XOAUTS ¢ 1 roma
5 Mmec). B 1,5 roma BeisaBAeHa TsoKeAast anemus (Hs 37
r/A), TOAydYaA Ipenaparsl >KeAe3a, IIPeIHU30AOH
15 Mr/cyT KOpOTKMM KypcoM, IlepeArBaHue KpoBu. B
Bo3pacre 1 roga 10 mec, gepes 1 Mec locAe IepeHeceH-
Horo OPBM mpou3omAo yXynileHne COCTOSHUS: TIO-
SBUAYCH CAaOOCTP, OIBINIKA, IIOBTOPHAs pBoTa. Tocmm-

IOMIM (On line Mendelian Inheritance in Man) — Me>XIyHapoIHBIiT KaTaAOT HACA€CTBEHHEIX 3a00A€BaHMII ¥ IIPU3HAKOB YeAOBEKa.
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TAAU3MPOBAH B CTALOHAD, IIe OBIAY BBISIBACHBI M3Me-
HEeHMSI CO CTOPOHEBI CepiIla: TaxMKapays, IPUTAYIIeH-
HOCTb TOHOB, paclIlipeHye TPpaHuI] cepAra BAeBo. [Iu-
arHoCTMpOBaH MMOKapINUT, Ha3HaueHa IIPOTMBOBOCIIA-
AWTeAbHas Tepammsl MHIOMeTaHOM. [Tocae BEITIICKI
9yBCTBOBaA ce0sl Aydllle, ONHAKO Yepe3 2 Hell. BHOBb
nosiBMAAch ombimka. ITpokorcyapTnposan B HLICCX
uM. bakyaesa. [To naraeiM 9XO-KI, mpusHakoB Bpox-
IEeHHOTO LIOpOKa cepala He 0OHAPY>KeHO, BBLIBAEHBI
runeprpocdpus (7-8 Mm) u mmaatanmus (33 MM) AeBOTO
JKeAyZIOuKa, CHIDKEHME COKPaTUTEABHOM CHOCOOHOCT
Mmyokapra (55-58%). PeGenok ObIA HampaBAeH IASI 00-
caenoBaHus u AedeHuss B Mockosckuit HMNM nenmar-
Py M IETCKOM XUPYPIUMNL.

B oTneaenne kapmmoAoruy BIepBEe IIOCTYIMA B BO3-
pacTe 2-X AeT B TSDKEAOM COCTOSIHUM C IIPOSIBACHVAMU
ocTporo OpoHXMTa, >Karo0aMyl Ha BAQXKHEIV KaIlleAb (110-
SBYACS 3a 4 IHS IO TOCIUTAAM3aINMN), HACMOPK, YTOM-
AsIEMOCTD, OIBINIKY. Pusydeckoe pasBUTHe HIDKe Cpel-
Hero: mAMHa Teaa 82 oM (<25 mentman), Macca 10 xr (<3
nentuan). Koxxa dmcrast, GrenHast, aHo3 HOCOTYOHOTO
TPeYTOABHMKA, 3€B PO30BHIiL. [pyaHas KaeTka 609K000-
pasHasl, OZBIIIKA C BTSDKEHMEM YCTYIYMBBIX MeCT TPy-
HOV KAETKM B IIOKOe € 9acToToM mbixanus 30-34 B MMH.
OnpeneAsiacst KOPOOOUHBIN IIEPKYTOPHBIA 3BYK, JIbIXA-
HJe XeCTKOe, paccessHHBIE CyXJe ¥ pasHOKaAMOepHbIe
BAQKHBIE XPUIIBI (IBA€HVSI OOCTPYKTHBHOTO GPOHXMTA).
Uncao ceprednsix cokpamnternii (UCC) 92 B MuH, rparu-
Bl CepIlia paclIpeHbl BAEBO 1O IepemHel aKCUAAIpP-
HOV AMHMM, TOHBl HECKOABKO IPUIAYIIEHBI, PUTMUY-
Hble, CMCTOAMYECKMII IITyM Ha BepXyIuKe 1 B V TOUKe.
JKusor markumit, 6e300Ae3HeHHBIN, ITeYeHb + 2 CM U3-1I1011

Kpasi peGepHOIL IyTH, SAACTUYHAS, IAABIMPYETCS Kpait
CeAe3eHKM; CTYA HOPMAaABHEIL.

ITpu o6caenoBaHMM B KAVHMYECKOM aHaAWM3€ KPOBU
BBLIBAEHA aHeMus1 (purponnutsl — 3,97x1012/ A, Temor-
A06uH — 107 r/A), ycxkoperne COD — no 20 MM/ 4, He-
GOABIION CIBUT AMIKOIUTAPHOM (POPMYABI B CTOPOHY
HeUTpodpmA0B. KanHMYecKuil aHaAu3 MOUM, KUCAOTHO-
OCHOBHO€ COCTOsIHYE KPOBY He HapyIIeHkl. B 6moxmvm-
9eCKOM aHaAM3e KPOBY OTMEYEHO yMepPeHHOE MOBHIIIe-
HHUe IIOKa3aTeArel AakTarmermmporenassl (AII) -
540 En/A (Hopma — 225-450), xpeaTnHpOCHOKMHA3EI
(KPK) - 376 En/a (mopMma — mo 190), actlapraTtamyHo-
Boit TpancammHask (ACT) — 55 ME/a (mopma — 1o 40),
Opy HeOOABIIOM CHVDKEHMYM YPOBHS TAIOKO3BI —
3,4 MMOAB/ A (HOpMa — 3,9-5,8).

I Tpu mccaenoBanmy ypoBHE TAIOKO3EL, AaKTaTa M II-
pyBara B KpoBM HaTollak, 4epe3 60 muH 1 120 Muu
IIOCAE 3aBTpaKa IIOAYYEeHHl CAeIyIOIIe pe3yAbTaTHI:
rAIOKO3a — 4,6; 5,3 1 5,8 MMOAB/ A COOTBETCTBEHHO; AdK-
Tar —2,2; 2,65 1 1,82 MMOAB/ A COOTBETCTBEHHO (HOpMa —
1,0-1,9); mupysart — 0,14; 0,23 u 0,2 MMOAB/A COOTBET-
crBeHHO (HOpMa — 0,09-0,12).

Ha penTtremorpaMme IpyIHOM KAETKM BBIpa’kKeHBI
Ipu3HaKy oOCTpyKTMBHOTO cuHApoMa. Cepaie mpo-
€KIVIOHHO CMeIIeHO BAE€BO, BepXyIIKa OKPyTA€Ha, TyTI
II0 A€BOMY KOHTYPY CTA@KEHBI.

Ha 2KI' - mpaBonpencepmnas aputmus ¢ UYCC
84-110 yn/mun, ropusorTasbHas JOC, TpaH3UTOPHOE
3aMelAeHME B/>KEAYIOYKOBOTO IIPOBENEHNs, Iepe-
Ipy3Ka A€BOTO >KeAylOouKa, HapylleHye IpoeccoB pe-
HOASPU3ALNA M SIBAEHU IMIOKCHMY MMOKapaa (3AeBa-
st ST, Bercokue 3y6mpl T). CTost — IpaBolpencepaHas

NHbopmaums o npenapare

®APMAKOANHAMUKA

L-KapHUTUH — NpUpPOJHOE BewecTBO, POACTBEHHOE BUTaMUHAM rpynnbl B.
YyacTByeT B npoueccax o6MeHa BELECTB B KaYecTBe NepeHocYuKa AIUHHO-
LienoYeYHbIX XKUPHBIX KUCAOT (ManbMUTUHOBON W AP.) U3 LUTONNA3Mbl B MU-
TOXOHAPUY, FAE 3TU KUCNOTHI MOABEpraloTcs npoueccy b-okucnexus ¢ obpa-
30BaHNeM afeHo3nHTpUdocdopHoit knucnoTsl U auetun-KoA. Ynyywaet 6en-
KOBBIW W XWUPOBOW OOMEH, MOBBIWAET CEKPELMIO U PepMEHTATUBHYIO aKTUB-
HOCTb XeNy[OYHOTO U KULWEYHOTO COKOB, VYYLIAET YCBOEHUE MUK, CHUKAET
130bITOYHYIO MAcCy Tela U YMEHbLIAET COAePIKaHNe Xupa B MblLax. MoBbi-
LWAeT YCTOMYMBOCTL K (M3MYECKUX HArpy3KaM, yrHeTaeT o6pa3oBaHne KeTo-
KUCIOT 1 aHa3poG6HbIi MNUKONN3, YMEHbLIAET CTeNeHb NaKTatauugo3a, cno-
COOCTBYET 3KOHOMHOTO Pacxof40BaHUI0 MUKOTEHA U YBEUYNBAET €10 3anachl
1 neyeHn u mblwyax. OkasbiBaeT aHaboaMyeckoe U MNONUTUYECKOE feii-
cTBue HopManusyer noBbiWeHHbIA OCHOBHOM 06MEH Npu rUNepTupeose: se-
nsetcs nepucepuyeckum (KOCBEHHbIM) aHTarOHMCTOM AeiCTBUA TUPEOUAHBIX
TOPMOHOB, @ He MPAMbIM UHTMOUTOPOM (YHKLUN WUTOBUAHOI Xenesbl. Ynyy-
LaeT 06MeH BeWecTs 1 3HeproobecneyeHme TKaHeu.

GAPMAKOKMHETUKA

X0poLwo BCackiBAeTCs B KULWEYHWKE, KOHLEHTPaLMUs B Nia3Me KpoBU JOCTUra-
€T MaKcUMyMa Yepe3 3 4 U COXPaHAETCA B TEPANeBTUYECKOM AWanasoHe B
TeyeHue 9 4. Jlerko NPOHUKAET B NeYeHu, MUOKAPA, MeANEHHEE — B MbILLL|bI.
BbIBOAMTCA MOYKaMK, MPENMYLLECTBEHHO B BUAE aLunbHbIX 3QUPOB.

NOKA3AHUA K NPUMEHEHWIO

Mpenapar NpuUMeHSETCA B COCTaBE KOMMIEKCHOI Tepanuu.

® UHTEHCUBHbIE U3UYECKME HATPY3KW W MCUXOIMOLMOHANLHbIE HArpy3Ku:
ANs NOBbILEHUS PaboTOCNOCOGHOCTH, BEIHOCAMBOCTH, CHUXEHNS YTOMAsE-
MOCTH, B TOM YUCAIE, Y MOXKUIBIX UL

® B nepuop peabunuTalum nocne nepeHeceHHbIX 3a601eBaHNUi U XMPYPrUYecKIuX
BMELLATE/bCTB, TPABM, B TOM YUC/E, AN YCKOPEHUA pereHepaLun TkaHe;

® KOMMNEKCHAs TEPanuA XPOHUYECKOrO racTpUTa U XPOHUYECKOTO MaHKpea-

TUTa C NOHWKEHHOI CEKPETOPHON (YHKLMEN;

NbKAP® (MUK-PAPMA), Poccus
NeBOKapHUTUH

pacTeop ans npuema BHyTpb 300 Mr/mn
CTeKNsAHHbIN (nakoH — 100 ma, 50 ma, 25 ma,
NNacTUKOBbIN akoH — 25 mn N210

® KOMNJEKCHasA Tepanus KoXHblx 3aboneBaHuii (ncopuas, cebopeitHas Ix3e-
Ma, 04aroBas CKIepofepMUA U [UCKOMAHASA KpacHas BONYaHKa);
® rUNepTUpeo3 NIerKoil CTeneHu;
® HeBPOJIOr1yecKue NPoABAEHUA NPU COCYAUCTbIX, TOKCUYECKMX M TpaBMaTH-
YeCKUX MopaxeHUAX roJIoBHOTO MO3ra;
® CMHJPOM HEePBHOII aHOpeKCUu;
® 3300/1€BaHNs, CONPOBOXAAIOLNECH HEJOCTATKOM KapHUTUHA UAW ero Mmo-
BbILWIEHHOW noTepeil (MMoNaTum, KapANOMUONATUM, MUTOXOHAPUANbHbIE 3a-
GoneBaHus, HacNeACTBEHHble 3a601€BaHNA C CONYTCTBYIOLEH MUTOXOH/-
pUanbHON HeOCTaTOYHOCTBIO) — /11 BOCMONHEHMA ero AeduLuta B cocTa-
BE KOMMIEKCHOW Tepanuu;
B NeANATPUYECKOil NpaKTUKe (NeyeHne feTeit Ao 3-X NeT nof HabntoAeHMeM
Bpaya): Npu BbIXaXWUBAHWUN HE[OHOLWEHHbIX MIaAEHLEB, HOBOPOXAEHHbIX,
nepeHeclmx PoAOBYIO TPaBMy WM acHUKCUIO; AETAM C BANbIM COCaTeNb-
HbIM PedeKCoM U HU3KOI NPUGABKON MACChl Tena; CHUMKEHHbIM Mbllley-
HbIM TOHYCOM, NPY HEAOCTAaTOYHOM Pa3BUTUM ABUTATENbHbIX N NCUXUYECKUX
(YHKLMIA, @ TaKKe C Lenblo NpohUNakTUKN 3TUX HApYLIEHNIl y feTeil «rpyn-
Mbl PUCKay; NpU 3aflePXKe pocTa U HefoCTaTKe MacChl Tena y feTei u noj-
pocTKoB fjo 16 net;
Yy B3POC/IbIX B CMOPTUBHOM MeAULIMHE U NPU UHTEHCUBHBIX TPEHUPOBKaX (B
nepvop TPEHMPOBOYHOTO NpoLecca npu oTpaboTke aspobHON NPOM3BOAM-
TENbHOCTN): A1 YNYYLWEHNA CKOPOCTHO-CUNOBLIX NOKa3aTeneil 1 Koopau-
HaLUW [BUKEHNN, ANA YBEUYEHUA MbILWEYHON MACChl U PeAYKLUN XUPo-
BOW Macchl Tena, AN NpoduAaKkTUKM NOCTTPEHUPOBOYHOMO CUHAPOMA
(ycKOpeH!A BOCCTaHOBUTENbHbIX MPOLECCOB NOCAe GU3NYECKNX HArPY30K),
npu TPaBMaTUYECKNUX MOBPEXAEHUAX C LieNblo YCKOPEHUS pereHepaLuu
MbILUILL.

Paspensbi: Mpotusonokasanus, Cnocob npumeHexus u fo3el, Mepegosupos-
ka, B3aumopeiicteue ¢ apyrumm nekapcrBeHHbIMU cpeacTBami, Ocobele yka-
3aHWA — CM. B MHCTPYKLWW NO NPUMEHEHMIO npenapara.




taxukapmst ¢ YCC 110-120 yx/mmH, yxymreHye mpo-
IeCCOB PEHOAIPU3aIIIN.

Ha 9XO-KI" BeIsIBA€HBI IPU3HAKM AMAATAIMOHHON
KapIMOMMOIATHI C YMePeHHOM InIepTpodyeil AeBOro
JKeAYIOUKa, CHYDKEHMEeM COKPATUTEABHOM CIIOCOOHO-
CTM MMOKapJa: KOHEUHBIN IMacTOAMYECKMIA AuaMeTp
Aesoro xeayznouxa (KIOAX) 41-35 mm (HopMa — 1o 32
MM), dpaxunst BeIOpoca — 42-51% (mopma — 65%), TOA-
IMMHA MEXCKEeAYIOUKoBOM meperoponky (Tvokm) —
6-9-11 MM (HOpMa — 1O 6 MM), 3aiHell CTeHK) AeBOTO
xeayznouka (Tacax) — 6-9-11 MM (HOpMa — 10 6 MM).

Ilo maHHEIM yABTpa3ByKoBOro yMccaemosanus (Y3M),
pasMepEl ¥ CTPYKTypa IleUeH) He M3MeHEeHBI.

Iuarnos ocuosro: ITomOCTpEIT MMOKAPINT, HeO-
CTaTOYHOCTH KpoBoOoOpamienns 1 crernenn. [Inarsos co-
nyTcTByIonmyit: OCTpblit GPOHXMUT.

ITpoBenena antubakTepuaspHas Tepamys (6 oHe),
KypC IPOTUBOBOCIAAUTEABHON Tepanuy IpeIHN30A0-
HOM — 15 Mr/cyT 14 mHel ¢ HoCAemyIOIel TOCTEIeHHOM
OTMEHOJ1, KalloTeH — [0 2 MI' 3 pa3a B JIeHb, IaHaHIMH —
1 1ab. 3 pasa B neHs, npenykTas — 1/4 tabaerku 1 pas B
neHb, DAbKap — 15 Kanear 3 pasa B IeHb, aKTOBEIMH —
1,0 ma B/M N98. [1pu BbIIMICKe OTMeY€eHA 3HAUUTEABHAS
HOAOKNUTeAbHas TMHAMMKA B Bye HOpMaAM3aLuy CO-
KpaTUTeAbPHOM (pyHKIVM MMoKapna (dppaxuyst BEIOpO-
ca 72-74%) n pasMepoB HOAOCTH A€BOTO KeAyI0YKa
(KOOAX — 32 MM), yMeHBIIIEHNs CTEIIeHN IUIePTPO-
Jum Mmoxapza Aesoro xeaynouka (Taokm — 5-9 mum,
Tscax — 7-10 MM) IperMyIIecTBEHHO B CpeiHelt TPeTH.
IIponmoakeHO AedeHVe HECTEPOMIHBIMU IIPOTHMBOBOC-
HaAUTeABHBIMM CPeICTBaMI.

Uepes 2 mec mpu koHTpoAbHOM IXO-KI' 06crenoBa-
HMY Ha pOHEe OCTPOro GpOHXMTA OTMEUEHO Xy ILIeHye
BCeX ITapaMeTpoB 0e3 IPU3HAKOB CepIevHOl HeloCTa-
TouHocTi. C HeABIO MCKAIOUeHMsI ayTOMMMYHHOIO II0-
pakeHUs MMOKapza Ha ¢pOHe XPOHMUECKOTO TedeHMs
MUOKapIMTa IIPOBEIEHO OIpeleAeHre ayTOaHTUTeA K
Muokapay. IToaydeHsl caenylomue pe3yAbTaThl: aHTH-
HyKAeapHEI (pakTOp OTpUIIaTeAbHBIN, aHTUTeAa K aH-
TureHaM sHI0TeANs — 1:40 (Hopma — 1:40), kapauomyo-
mroB — 1:160 (Hopma — 1:40), rAamKoM MyCKyAQTypHI —
1:40 (mopma — 1:40), BOAOKOH IIPOBOJISAIIEN CHCTEMBI
ceprama — 1:320 (mopMma — 1:40), yto noTpe6oBar0O Ha-
3HauyeHys IOBTOPHOIO Kypca IpelHN30A0Ha B m03e 20
MI/CyT C OBICTPOIL IIOAOKUTEABHOM IVMHAMMKOI. [To-
TOOHBIE YXyIIIeHNs IIOBTOPSIACE IIPY IIPYCOeTHEHUN
OP3 u 6ponxnta. Ha done anTHOaKTEpHUAABHOTO A€Ue-
HIS ¥ Tepalliy IPeTHN30A0HOM 12,5 M/ cyT cocTostHIe
YAYYIIAaAOCh C HOpMaAm3anueit nokasareaeir DXO-KT.

Pe6eHOK IPOKOHCYABTMPOBAH SHIOKPMHOAOTOM.
YcTaHOBAEH IMarHo3: coMaToreHHas 3alep>KKa pocTa,
BTOPMYHBI TMIIOKOPTHIN3M. PeKoMeHI0BaHO AeueHe
kopTedoM (TMIPOKOPTH30H). MaABUMK CTaA aKTUBHeE,
CHM3MAACH yTOMAsIeMOcTh. OTHaKo B BOo3pacre 3 AeT OT-
MeyYeHa OTpHUIlaTeAbHAs NMHAMMKA COCTOSHMSA, 1 pebe-
HOK OBIA BHOBb TOCIIMTAAM3MPOBAH B OTJIEA€HNUE Kap-
IVIOAOTHI MHCTUTYTA.

CocrostaMe mpy HOCTYIIAeHMM cpenHeit TsoKecTn. OT-
CTaeT B (pU3MUECKOM pas3sBUTHUM: JAMHA Teaa — 90 cM
(<25 nentnan), macca — 11 kr (<3 neatnan). Koxa 6aex-
Has, OMaHO3 HOCOI'yOHOTO TPeyroAbHUKA, MBIIIeUHAs
runotonns. Yacrora gerxamms — 30-32 B mya. UCC —
100 B MuH, apTepuarbHOe naBAeHMe — 85/46 MM pT. CT.,
IpaHMIBl Ccepilla pacHMpeHsl BAeBO 10 +2,0 cM OT
CpeTHEeKAIOUMYHON AMHUY, TOHBI HECKOABKO IIPUTAY-
IIeHBI, PUTMUYHBIE, CUCTOAMYECKUI IIIyM IO A€BOMY
Kpaio rpymvbl. JKusot Msrkuii, 6e300Ae3HeHHEL, Te-
ueHb +1,5 cM, anacTHYHAs, CTYA HOPMaAbHBIN.

ITpu o6crenoBaHMM B OGMOXMMIUIECKOM aHAAU3E KPO-
BU BBIIBAEHO yMepeHHOe IIOBBIIIeHMe IOKa3aTeAel
AL — 543 En/a, KOK - 220 En/A npu HOpMaAbHOM

yPpOBHe TpaHCaMMHa3 1 IAIOKO3HL [TokasaTean ropmo-
HOB IIUTOBUIHOM JKeAe3bl He 3MeHEeHHL.

Ha 3KI' - cuHyCcOBast apUTMUs C 4acTOTOM cepred-
HEIX cokpamtenni 118-108 B MuH, meperpyska AeBOIo
JKeAyIOUKa, HapyIleHye IIPOLeCcCOB PeIOAIPU3aINIA,
HeAB3sI MCKAIOUNTD SIBAGHNS TMIOKCHMY MUOKapaa (9ae-
Barms ST, Beicokye 3yOust T).

OXO-KT: pacumpenne IOAOCTI A€BOTO KeAyI0dKa —
KOOAX 39 MM (HOpMa — 10 34 MM), yMepeHHas Tuiiep-
Tpodusl MMOKapaa AeBoro xeaynouka (Tvoxm — 9-10
MM, T3cax — 7-10 MM), yMepeHHOe CHIDKeHMe o0Ieit
COKPaTUTEABHON CIIOCOGHOCTY MOKapIla A€BOTO JKEAY-
nodka (ppaxmus BeIOpoca cHIDKeHa 10 46—47% B Oa-
3aABHOM oTHeAe, 1o 41-45% — B cpenHeit TpeTu, I0
42-50% — B BepXyIIIeYHOM OT/IeAe), TMIIOKIHE3 MIOKap-
Ila A€BOIO >KeAylodKa OT He3HauMTeABHOTO JO BHIpa-
JKEHHOTO BO BCEX CeTMeHTaX, aKyHe3 B BepxHeM 0OKo-
BOM I 3a/lHEM CerMeHTaX, pes3Koe cHipKeHue (1o 1-2
CM/ C) CUCTOAMYECKOII CKOPOCTY IBVDKEHNS MMOKapaa B
3aHNUX U1 OOKOBEIX CETMEHTaX.

ITo mannbIM Y3W onpeneasiercss yBeAudeHMe pasMme-
poB nedenu (pasast 1oAs — 9,4 cM; 1-it cermenT — 26%),
BBEICTyTIaeT Ha 2,5-3 cM, 5XOTeHHOCTh He M3MeHeHa. YBe-
AVYEHBI pa3MepHl ceae3eHKM (7,4x3,3 cm).

[Tpu BIepBBIe IPOBENEHHOM MCCAEIOBAHWI CIIEKTpa
aMMHOKVCAOT 1 allMAKaPHUTHHOB KPOBJ METOIOM TaH-
IeMHOJ XxpoMaroMacc-criekTpoMeTpun (Agilent 6410
QQQ, CIIIA) o6pamias BHMMaHNe KpajtHe HUKWUI YPO-
BeHb CBOOOTHOIO KapHUTMHA — 2,9 MKMOAB/A (HOpMa
20-60) 1 HM3KOe comep>KaHMe alleTUAKAPHUTHHA —
1,9 MxMoAB/A (HOpMa 2-50). CyMMapHOe KOAMYECTBO
allMAKaPHUTUHOB TakXe OBIAO Pe3KO CHIDKEHO —
2,7 MKMOAB/ A (HOpMa >18). VsMeneHne >Tux mokasare-
A€JT TAAO OCHOBaHYE 3all0O3PUTh 3a00AeBaHe U3 IPYII-
IIbI HACA€ZICTBEHHBIX epeKTOB OOMeHa KMPHBIX KUCAOT.

V3BecTHO, 4TO BEIpa’keHHBI BTOPMYHEINA JepUIINT
KapHWUTVHA, XapaKTepHBIA A OOAe3HeN OKMCAEHMSI
KMPHBIX KICAOT, BEI3bIBaeT TOTAABHOE CHYDKeHNe B O10-
AOTMUECKMX KMIKOCTAX KOHIIEHTpaluy Bcex coelyiHe-
HUJ KapHMATMHA. DTO He II03BOASET IIPU TaHIEeMHON!
Macc-CIEKTPOMETPUY BBIABUTDH AMATHOCTMYECKY 3HAUM-
Moe HaKOIIAeHYe OTIeABHBIX allIAKaPHUTUHOB 1 IIPUBO-
INT K AOKHO-OTPUIIAaTeABHBIM pe3yAbTaTaM. IlosToMy
He TOABKO C AeueGHO, HO ¥ C IMarHOCTUYECKOI IIeABIO
pebGerky 6biA HasHaueH DAbKap 500 mr/cyT. ITpn mo-
BTOPHOM MccAenoBaHuy yepes 10 nHeit o6Hapy>keHO He-
3HaYMTEABHOE HOBBIIIEHVe YPOBHS CBOOOIHOIO KapHN-
TVHA B KPOBU 10 5,6 MKMOAB/A IIpY OTCYTCTBMM HaKOII-
A€HUSI OTAEABHBIX alMAKAPHUTHHOB. CyMMapHOe KOAM-
YeCTBO aIllMAKAPHUTHMHOB OCTaBaAOCh HU3KMM. AHaAU3
OpTaHMYECKUX KMCAOT MOYY He BBISBMA IMKapOOHOBYIO
arunypuio. Ilpedcmasaennvie OaHHble 10360AUAU UCKAIO-
UUMb 6Ce POPMbL 0eheKinos Mpancrnopma 1 OKUCAEHUS KUp-
HbIX KUCAOM U YKA3LIBAAU HA HAAUUUE Y pebeHKA NepeuvHO0
CUCIEMHO20 0ehuiyuma KapHUmuHa.

Taxum ob6pasoM, y peGeHKa, POIMBIIETOCS OT POI-
CTBEHHOTO OpaKa, B KAVHIUECKOM CTaTyce IMEAV MeCTO
CAefyIolIie HapyIIeHNs: CAa0OCTh, YTOMASEMOCTD, 3a-
Iep>KKa py3MUecKoro pasBUTI, MbIIIeYHas TMIIOTOHMS,
IMAATalMOHHAs KapAMOMMOIATHsA, YBeAdeHe pasMe-
pos neuenn. [1py obcaenoBaHmy ONpeIeAsIAMCh M3MeHe-
HMSI AaOOpaTOPHBIX IIOKA3aTeAel: aHeMs, TUIIOTAVKe-
Mg, ruepdepMeHTeMNs C IOBLIIIEHeM aKTUBHOCTH
K®K, A" n TpaHcaMuHaskl, KpajtHe HU3KMI yPOBEHb
BCeX COelVHEHMI KapHUTHHA (00Imero, cBoOOTHOIO M
CBSI3aHHOTO, B YaCTHOCTH alleTMAKapHuTHHA). [lepeunc-
A€HHBIe KAMHIYECKMEe U AabopaTopHBIe IPU3HAKA Xa-
PaKTepHBI TAS CUCTEMHOTO JecpyimTa KapHnTHHA. B Aa-
6oparopyu JHK-mmarsocTixy Menyko-reHeTnueckoro
HayuHoro nerTpa PAMH (mpocd. A.B.IToaskoB) 651A0
OCYIIECTBAEHO MOAEKYASIpPHO-TeHeTIecKoe MCCAeoBa-
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Hyte TeHa SLC22A5 u BEIsIBA€HA Jeaemntst (B TOMO3MUIOT-
HOM COCTOSIHMM), 3aTparusarommas 5k30HHI 8, 9, 10, uTo
HOATBEPAMAO YCTaHOBACHHBIN IMarHo3.

PebeHKy ITpOIOAKEHO AedeHye DABKApPOM, 03a KOTo-
poro yseandena 10 800 Mr/ cyT, TOIOAHNTEABHO Ha3Haue-
HO B/M BBezeHye DabKapa (500 Mr/ma) mo 5 ma N910 1
pa3s B 2-3 Mec PexoMeH10BaH IPOOHBIN PEXXMM IIMTAHVS,
oboramieHne palyoHa KpaXMaA-COIep>KaIliMU ITPOIyK-
TaMy1, Ipenynpexnenue roroqanys. [Tpu ocmoTpe B mu-
HaMJIKe B TeueHye 2 AeT OTMeYeHO BhIpasKeHHOe YAYYIlle-
HIJfe CaMOYyBCTBMS M COCTOSIHMS MaAbuuka. JKarob He
npenbsaBAsieT. Pusudeckoe pasputie cpefHee (BBIPOC Ha
19 cMm). MBIIIeuHbI TOHYC (PU3MOAOTMUECKIIA.

OtTMmedeHa 3HauUMTeAbHAs IIOAOKUTEABHAs AMHAMMKa
co croponsl cepana. ITo narasmM DXOKI, pasmeps! 1o-
Aocteit cepana He yeeandens! (KIIAX - 36-37 mm), co-
KpaTHUTeAbHasl CIIOCOOHOCTh B IIpeieraX HOPMBI (paxk-
sl BEIGpoca — 73-78%), IPpU3HAKOB TUIIEPTPOdUIL MHO-
Kapza He BpIgBAeHO (TMDKIT - 7 MM, T3CAXK - 7 Mm).
ITo nannEIM Y3V, yBeAUueHNs pasMepoB IledeH He BbI-
SBAEHO, 3XOTEHHOCTb OpraHa He M3MeHeHa. Pa3meper ce-
A€3eHKH B IIpefieAaX HOPMBL.

B 6moxmMudeckoM aHaAM3e KpOBM OTMeYeHa HOpMa-
Amsamysa mapamerpos AL (243 Ex/A) m KPK
(170 Ex/a). IlokasaTean TpaHCaMMHA3 M TAIOKO3BI TaK-
>Ke B IIpefieAaxX HOpMaTUBHBIX 3HaYeHMI1. BemeTcst KOHT-
POAB CIIEKTpa KapHUTMHOB KPOBM — CBOOOIHBIN KapHH-
TUH COXpaHsgeTcs Ha yposHe 15 MKMOAB/A (HopMa
20-60), HOpMaAM30BaAOCh COEpKaHMe alleTMAKAPHI-
TVHA ¥ CYMMapHOTO KOAMYECTBa allMAKapHUTVHOB.

B 3akAloueHne caemyer IOm4epKHYTh, YTO y Ipel-
CTaBAEHHOTO HaMM peOeHKa KapIMOMMOIIATH, OTCTa-
BaHNMe (PU3MIECKOTO PasBUTH M APYTe KAMHMIECKNe
HapyILIeHVs MMeAV MeTabOANIecKoe IPOICXOXKIEeHNe 1
OBbIAY O0YCAOBAEHBI HAAMYMEM HEPBUYHOTO CHCTEMHO-
ro fedpunuTa KapHUTHHA, PeNKO BCTpedalomerocs (op-
¢paHHOIO) reHeTHYeCcK! IeTepMUHMPOBAHHOIO 3a00Ae-
BaHMs, BIEPBhIe IMAarHOCTMPOBAHHOIO B Poccmiickoin
Peneparym. VIMeHHO T03TOMY HaOAIOIAAOCH IIPOTPeC-
cupylolee TedeHye OOAe3HM ¢ HECTOMKMM 3ppeKToM
HIPOBOIVIMOTO IPOTMBOBOCIIAAMTEABHOTO AedeHMs. B
OTAMYMe OT psla opcdpaHHEIX GOAe3HeN, He IOANAIO-
IIVXCs TepaIuy, TPy JaHHOM HaTOAOTMY OTMeUeHa BEI-
coxas 3 peKTUBHOCTS IpernapaToB AeBOKapHUTIHA,
HOITBep>XKIeHHas ¥ HalllM COOCTBEHHBIM HaOAIOIeHM-
eM. IlenmarpaM M KapIuoAoraM B MX KAMHUYECKOM
IpakTuKe Ipy Iposedenny auddepeHnMarbHON M-
arHOCTUKM CAelyeT YUUTHIBaTh IPYIIYy HacAeICTBeH-
HBIX MeTa0OAMIECKIX 3a00AeBaHWIL.
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