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JUATHOCTHUKA U JIEYEHUE ABETAJIUIIONPOTEMHEMUM (KIMHUYECKUAN
CJIIYUAW)

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

Ilpeocmasnenvl Kaunuyeckoe HadaooeHue u Xapakmepucmura peoko2o aymocoMHO-peyeccugno2o 3abonesanius — abe-
MmanunonpomeureMuu, Komopas nPoseIsAemcs HapyuleHuem 6Cacbl8anus U CUHME3A JHCUPOS8 U JHCUPOPACEOPUMBIX GU-
mamunos. Bedywumu npusnaxamu aensaiomes 8 panHem 603pacme Marbabcopoyus icupa, sunoxoiecmeputemMusl, nos-
JKce Koazyionamus, Hetiponamusl U MUONAmus, hopmMupyemcs nUeMeHmHbslll pemuHum, 6e0yuull K C1enome co 6mopozo
Oecamunemust sxcusny. Hapyuienus cmpykmypol KiemouHbix MeMoOpan npusoosim K nOIUOPSAHHOU HeOOCMAMOYHOCHU
u kepamonamuu (kaxk cieocmeue deuyuma sumamuna A) u conpososcoaromes cunepmpoghueri ciuzucmslx 060104ex
JKKT u 6ponxos. [[nsa uccnedoeanus 00CnyntHvl MAasKu nepugeputeckoli Kpogu: npu c6emosoll MUKpockonuu ooHapy-
ACUBATOMCSL WINOPOBUOHBLE IPUMPOYUMBL — AKAHMOYUNMBL. DMO NPAKMUYECKU NAMOSHOMOHUYHBIN NPUSHAK abemanu-
nonpomeuremuu. Ilpedcmasgnenvl OuppeperyuanbHo-0UacHOCMUYeCKUll aieopumm npPUsHaKo8 6onesHu u 003bl 6UmMa-
MUHOB, KOMOpble OONLHOU Q0NHCEH NONYHAMb 68 MedeHUe 6Cell HCUSHU.

KnwueBbie cinoBa: abemanunonpomeuremus, akanmoyumol, OUPpeperyuanbHo-0uazHOCMU4ecKull aaeopumm
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DIAGNOSIS AND TREATMENT OF ABETALIPOPROTEINEMIA (CLINICAL EXAMPLE)
Federal State budgetary Institution “Scientific Centre of Child Healthcare” of the Russian Academy of Medical Sciences, 2/62,

Lomonosov avenue, Moscow, 119991

The characteristics of the child abetalipoproteinemia - a rare autosomal recessive disease, which manifests with
malabsorption and disturbance of synthesis of fats and fat-soluble vitamins. The main signs in early childhood age are
fat malabsorption, hypocholesterinemia, then - coagulopathy, neuropathy and myopathy, and consequent formation of
retinitis pigmentosa leading to blindness in the second decade of life. Deterioration of the structure of cell membranes
rise in multiple organ failure, and keratopathy (as a consequence of vitamin A deficiency) and is accompanied by
hypertrophy of the mucous membranes of the gastrointestinal tract and bronchial tubes. For the study of peripheral
blood smears are available: light microscopy permits to reveal spur cells, spherical cells with blunt-tipped or club-
shaped spicules of different lengths projecting from their surface at irregular intervals - acanthocyte. — Acanthocytosis
is practically pathognomonic sign of abetalipoproteinemia. differential-diagnostic algorithm for detection of the disease

has been presented, and doses of vitamins that the patient should receive a lifetime are suggested.

Keywords: abetalipoproteinemia, acanthocytosis, differential-diagnostic algorithm

oeranmunonporennemus: (OMIM 200100) — pen-
KO€ ayTOCOMHO-PEIIECCUBHOE 3a00JeBaHUE C
MYJIBTUCHCTEMHBIMH TIPOSIBIICHUSIMH, XapaKTe-
pu3yroleecs HapylieHHEeM BCaChIBAaHUS )KUPOB, TUIIOX0-
JeCTepUHEeMHUEH U akaHTOIMTO30M. bosie3Hp mporpeccu-
PYET B CBSI3H C IMOCTEIIEHHO HAPACTAIOUINM JAe(PHIINTOM
JKUPOPACTBOPUMBIX BHTAaMHUHOB, YTO KIMHHUYECKU IIPO-
SIBISICTCST  ()OPMHUPOBAHUEM ATUIIUYHOTO ITMTMEHTHOTO
peTUHHUTA, HOYHOM CJIENOThI, Pa3UYHBIX COYETAHUU
KOATryJIOMaTHH, HEHPOMaTuu U MUOTIATHH [5, 6].
VYcraHOBlIeHa MPUUMHA a0CTATUNONPOTCUHEMUH —
9TO abceHc-MyTalus (QYHKIMOHAIBHOW EIUHUILI 97-
KDa rera MTTP (Microsomal Triglyceride Transporter
Protein), OTBETCTBEHHOTO 3a JKCIIPECCUIO OElIKa — MH-

Jlnst koppecnonaenuuu: /lonaxoea Ceemuana Meopesna, JOKTOp MeJl.
HayK, BeJl. Hay4. COTP., FACTPOIHTEPOIOTHYECKOE OT/-HUE C IeNaToI0r -
geckoii rpymnmoit HI[3/] PAMH, e-mail:sirap@list.ru

KPOCOMAJIBHOTO TpaHCIOpTepa TPUIIHLIEPHIOB. M3Me-
HEHUSl 3KCIPECCHUU TEHA, OTBETCTBEHHOIO 32 MPOIyK-
U0 -JINTIONPOTENHOB, B YACTHOCTH aIlOJIUIIONPOTENHA
B (XMIIOMHKpPOHOB), CONPOBOXKAAIOTCS HAPYLICHUSIMHU
CHHTE3a W BCACBIBaHUS TPUIIIUIEPUAOB, XOJIECTEPHHA,
(ochoMUIMAOB U XUIOMHKPOHOB, KOTOPBIE HEOOXOIH-
MBI JJIS1 BCACBIBAHUS )KHPOPACTBOPUMBIX BUTAMHUHOB (A,
D, E, K) B TOHKO} KHIIIKE U TPAaHCIOPTa UX B IEYEHb.
I'en Boigenen B 1992 1., pacnonoeH Ha KOPOTKOM ILIeUe
4-if xpomocomsl (4q22-24). HapyiieHust cuHTe3a Jumo-
MIPOTEHHOBBIX KOMILIEKCOB IPUBOMAT K (POPMHPOBAHUIO
Ne(eKTOB KIETOYHBIX MEeMOpaH, KOTOPbIE 4acTO BBISB-
JISIOTCSI TIPH UCCIIEI0BAaHUN DPUTPOIIUTOB, IPHOOpeTaro-
IUX 3Be314arsie (POPMBI, KOTOPBIE HA3BaJIM aKaHTOIIH-
tamu [1, 2].

Yacrora abeTanunonporenHeMun MeHble 1 ciyyas
Ha | MiH HaceneHus [6]. BnepBbie 3a0oneBanue ObUIO
ormcano Bassen n Kornzweig B 1950 1. u Hepenko Ha-
3bIBaeTCsl cuHApoMoM baccena—Kopaiseiira [1].
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Jleuenne abeTaMMMONPOTEHHEMHUH 3aKIIIOUaeTcsi B
Ha3HaYE€HUH BBICOKHX 103 JKUPOPACTBOPUMBIX BHTAMHM-
HOB 1 0COOEHHO ToKO(depoa [4].

[Iporuno3 3aboneBaHust 3aBUCUT OT TEMITOB (POPMHUPO-
BaHUS IAPPO3a IeYEeHHU BCIIEJICTBUE CTEATOTenaTnuTa, OT-
noxxeHus 3QUPoB Xonectepuna, GOPMUPOBAHUS ATAKCUH
(00BIYHO 3-€ mecATHIIETHE )KU3HN) U CIIETIOTHI K 4-My Jie-
CATHJIETHIO KHU3HU [3].

JuddepeHunanbHblil 11ardo3 He 3aTpyJHEH, €CIH Y
OOJILHOTO TIPUCYTCTBYET BECh CHMITOMOKOMILIEKC ale-
TonunonporenHemMuu [3, 5, 7]. OTnenbHbIe TeMaTOJIOT -
YeCKHe, TacTPOIHTEPOJOTHUecKre, O(TaIbMOIIOTHYe-
CKHE W OMOXMMHYECKHE CHMIITOMBI MOTYT IOTPEOOBaTh
WCKJTIOYeHHA APYTHX (opMm marosoruu (Tadm. 1).

Hamre kimHu4eckoe HaAONMIONEHUE TIOKA3bIBAET,
9YTO, HECMOTPS Ha THIIMYHYIO KIMHUYECKYIO KapTH-
Hy, criequpuIecKuii aHaMHe3 U J1abopaTOpHbBIC JaH-
HbIe, B TedeHue 11 JeT nmpaBHIIBHBINA JHATHO3 HE OBLI
YCTaHOBJIEH, YTO CBUJETEIHCTBYET O HEJIOCTATOYHON
MHPOPMHUPOBAHHOCTH Bpadei 00 3TOi penkolt ¢popme
MATOJIOTMH W HEJIOOIEHKE THIIOXOJIECTCPUHEMHUHU KaK
BeJylIeTo cuMIToMa 3abonesanus. Kpome Toro, mc-
clIeJOBaHHE KPOBH aBTOMAaTHYECKUMU aHAIM3aTOpaMH
MPHUBEJIO K HEJOOLCHKE TAaKOr0 Ba)KHOTO IMpHU3HAKa,
KaK aKaHTOL[UTO3.

IIpuBoAMM KIMHMYECKUI PUMEP.

Anamues xusuu: 6oabHou C., 11 ner, or mo-
JIOIBIX, 3IOPOBBIX POAMTENCH, 4-i MOHOIICHHOH Oepe-
MEHHOCTH, TIPOTEKaBIIel 0e3 0COOEHHOCTEH, 4-X POIOB
(pebenok ot 1-if GepeMeHHOCTH yMeEp B 2 mec, 2—3-51 Oe-
PEMEHHOCTH — 30pOBBIE 1IeTH). Pozibl B cpoK, caMocTOsI-

TEJbHBIC, B poJax ac(PUKCHUs BCICACTBUE OOBUTHUS ITyIIO-
BuHOU. J[o Tofa cTpaman oT TshKeNno mambabcopOuuw,
oTMeuaach Iioxas nmpudaBKa Macchl Teja, JI0 rojia Ha-
XOJIMJICS Ha MOJIHOM MapeHTepaibHoM nutanuu. Co clioB
orna (MEIUIUHCKUX TOKYMEHTOB HE TPEICTABICHO) C
POXICHHS OTMEYAIaCh HETIEPECHOCUMOCTD JKUPHOU TIH-
. C IByX JIET MOSIBUIIACH KECTKAsI H30MPATEIIbHOCTD B
€/ U OTKa3 OT BCETO JKUPHOIO, MOCTE Yero cTaj HalOu-
parb Maccy Tena. CBelleHui 0 BaKIIMHALIUN HET.

AHamHe3 3a00JIeBaHsI: HEOTHOKPATHO 00CIIeIOBAIICS
B Pa3UYHBIX CTarpoHapax, B 2011 1. ObUTH TUArHOCTH-
pOBaHbI IIUPPO3 MEYEHU HESCHON ITHOJIOTUH Kitacc B o
Child—Pue, runepcrenusm, 3ajepkKa pocta comaTuye-
CKOTO TeHe3a, Kkeparonarus odoux rma3. B uione 2011 .
JAnmapOCKONIMYECKU Obla BBHITIOTHEHA OMOTICHS TEYCHU,
Ka4eCTBO OMONTATOB COMHUTEIBHOE, BBISIBICHO BOCIA-
JICHUE TOPTAIbHBIX TPAKTOB C BBIPAKEHHBIM CKIIEPO30M
U HEUTPODUITBbHON MHPUITBTPAIHCH.

locniuranu3zanyst B OTIENEHUE TaCTPOIHTEPOIIOTUH C
renarosiornueckoi rpyrnmoi HI3/{ PAMH 6sia 00ycnos-
JIeHa HEOOXOMUMOCTRIO ATHOJIOTHUECKON TUATHOCTHKH.

Craryc mpu TOCTYIUICHWH: Macca Teia 22 KI, pocT
117 cm (<3 §, orcraBanue 1220 cMm), cocTosiHUE CpPEHEH
TSDKECTH IO 3a00JICBaHUIO, CAMOYYBCTBHE YIIOBJICTBOPH-
TenpHOe. Habitus KykonbHBIH, WHpaHTUIBHBIH. Macco-
POCTOBBIE MOKA3aTENM U MPOMOPLIMH TeJIa COOTBETCTBYIOT
7-netHemy Bo3pacTy. Ha nuue cocyaucteie 3B€3104KH, Ka-
MMAJUTSIPUT, TaTbMapHO-TUIAaHTApHOH 3puTeMbl HeT. CycTa-
BBl He M3MeHeHbl. M3 Hoca rHOMHBIE BBIeneHus. I Hol-
HBI KOHBIOHKTUBHT, Onedapurt. [loctynun B mpoapome
OPBM, pazBepHynach KIMHAYECKast KAPTUHA OCTPOTO 00-

Tabnuma 1

JuddepeHnuaabHO-THATHOCTUYECKHIT AJITOPUTM CHMIITOMOB a0€TaJTHIIONPOTEHHEMHH

Cumnrom ‘ OcobeHHOCTH JuddepeHuuanbuplii 1HarHo3
AKaHTOLUTBHI [InopoBuHbIE 2pu- OXHHOLMTHI — IPUTPOLUTHI, HOBEPXHOCTH KOTOPBIX PABHOMEPHO MOKPHITA TPEYTOJIBHBIMH BbI-
TPOLMTHI (IXUHO- U pocTaMu, MOTYT HOSIBUTBCS IPH YPEMHHU. AKaHTOIUTHI — ¢ 5—10 mUnooOpa3HbIMU OTPOCTKAMH,
AKAHTOLUTHI) 00HAPYKHBAIOT MPH ayTOCOMHO-PELECCHBHBIX HEHPOAKaHTOLINTO3aX (AKAHTOLMTEI M IIPO-
rpeccupylomas JereHepanus 0a3aabHbIX FAHIIHEB), XOPEOAKAHTOLHUTO3¢ U X-CLETICHHOM
cunapome McLeod, aGeramumonporennemun. [Ipu 9THX 3a00eBaHUSX aKAaHTOLUTHI HEOOXOIHN-
MO OTJIMYATh OT DXHHOIIUTOB
Mapabcop6-  IlepBuunas (Bpox- MyKOBHCIIN103, BPOXKICHHAsI TUIIOIUIA3HSI ODKEITyI0UHOM JKeJe3bl (CHHAPOMAIIBHBIE (JOPMBI
uus (crearo- JICHHAsT) IIBaxmana—/laiimora, Morancona—bnuzapaa, [Tupcona u ap.), BpoxkIeHHas HEAOCTaTOYHOCTh
pes) MaHKPEaTHIeCKOH JINMAa3bl U KOJIMIIA3bl, BPOXKCHHAS aTPEe3Hsl JKEITIHBIX XOAO0B, Te(HIUT IHTE-
POKHMHA3bI, BpOXKCHHAs aTpo(us/TUIIOTPOdUS TOHKOH KUILIKK
Tunoxonecre-  C poxaeHus Kaxekcusi, rojiofanue; CHHAPOM MajibabcopOIn; OOIIMPHBIE 0XKOTH; TSDKEJIBIE OCTpBIe 3ab0ie-
pHHEMHS BaHUS ¥ HH(EKIUHI; HEKPO3 TeNaTONUTOB, TePMHUHAIbHAS CTaAUs HUPPO3a IEUeHH, TelaToKap-
LMHOMA; CETICHC; TUIIEPTUPEO03; XPOHUIECKAs CepIeuHast HeJOCTAaTOUYHOCTh; TUIIO- U abeTallH-
MONIPOTEMHEMUS, KIIMHUYECKU CXO/IHBIE 3a00JIeBaHMsI C Pa3HOIl reHeTHueckoil ocHoBoit (APO-B
MyTalHeH ¢ JOMUHAHTHBIM HACJICJOBAHHEM IIPU CeMEHHO THII0OeTaTUIONPOTEHHEMHN U
MTTP npu aberonporenHeMun); neuuut o-munonporerHa (0onesns Tamkepa); meransodia-
CTHYECKasi aHeMUST; TAJIACCEMUsT; XPOHHYECKHE OOCTPYKTHBHBIC 3a00IeBaHUS JIETKHX, TYOSpKy-
J1e3 JIETKHX; IPHEeM IIPerapaToB, CHIDKAIONINX YPOBEHb X0IECTepHUHA (XOJICCTHPAMUHA); TIPUEM
HEKOTOPBIX JICKAPCTBEHHBIX MPEapaToB (KIOMH(pEHa, SCTPOreHOB, HHTep(epOHa, HEOMHIMHA,
THPOKCHHA, KETOKOHA30J1a)
ITurmenTHas CHIKEHUE OCTPOTHI AyTtocoMmHO-perieccuBHast popma [P, ayrocoMHO-10MHHaHTHAs popMa ¢ MEICHHBIM IIpOrpec-
PETHHOMATHS HOYHOTO 3pEHUS cupoBaHHeM; X-CIeIICHHas pelieCCHBHAs — Haubonee Tsbkenas (JopMa MUTMEHTHOTO PETHHHUTA
(ITP) (cnenctue nqedunUTa € IMOJHOMU MOTepei 3peHus Ha 4-M necsTuietnn sxu3nu. [1P npu cuaapome Pedeyma, mmumo-
BUTaMHUHA A) U cyxe-  (ycuuHo3e, Mykononucaxapunosax tumna I, IT u 111, cunapome bapne—bumis, HacneacTBeHHOIM
HHE MOJIeH 3peHUs aTaKCUHM 1 MHOTOHHYECKON IHUCTpOodHH
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AKaHTOIUTHI 10 JedeHus — a (65%) u Ha (oHe nedeHust — O (eAMHUIHBIC B TTOJIE 3PEHMS).

CTPYKTHBHOTO OPOHXUTA B IEPBbIC JIHU FOCIHUTAIIN3AIINH.
B 3eBe runepemust. [Ipixanue xectkoe. ToHbI cepana sic-
Hble, puTMu4Hble. A/l 98/76 MM pr. ct., YCC 73 B MUHYTY.
JKuBot msTkwii, 6€3001€3HCHHBIN, YBEIMUYEH B pa3Mepax.
Iledyens no nepeaHel akCWUIAPHOM aMHNM +2 cM, Janee
BJIOJTb Kpasi peOepHOil IyTH, yBeIMUeHa CeJle3eHKa +5 CM.
Cryn 1-2 pa3a B JIeHb KammiieoOpa3Hblii WK 0(OpMIICH-
HBI|, Type3 6e3 0COOeHHOCTEH.

B xoy1e 00cienoBanus ObLIH YCTaHOBJICHBI OTHOCUTEITb-
Has u abcomnrotHas Jumdornenus (11% (mopma 20-50%),
1,0 - 10%m (1,0 -10°/m)), MaKkpoLMTapHas aHEMUS C IOBBI-
IICHHEM CpemHero oowema sputpormtoB (CMV 974 fl
(ropma 77-94 11)), moBBIIICHHAS aKTHBHOCTH KpeaTuH(oC-
(hoxunazsl 361 ME (25-194 ME) n nakraraernaporeHasbl
290 ME/n (mopme 91-225 ME/n), rumoxonectepruHeMust
1,2 mmosb/n (3,1-5,2 Mmmonb/i), crerduieckue mokasa-
TeJM JIMIHAOTPaMMBI TpeACTaBieHsl B Ta0m. 2. AJIT 44
en/n u ACT 93 en/n (Hopma 5-40 en/x), renarut MUHU-
MasbHOU crenenn aktuBHocTH, [ TTII B HOpMe. Huzkoe
conepxanue Butamuna B, — 177 nr/mn (nopme 208-964
IIT/MJI) B COUETAaHWH C MeTalbacTHON aHeMHeH SBHIIOCH
OCHOBaHMEM JJIsl HA3HAYeHNS [IHaHOKOOaTaMHIHa.

IIpu cBeTOBOI MHKPOCKOIIMM Ma3KOB Iepudepude-
CKOW KpOBH IpH MEPBOM HCCIEAOBAHUHU YHCIO aKaHTO-
LUTOB JoCTHrajio 65%, Ha (hoHe JIeueHus mpu HepBoi
TOCIUTANU3alUd MX YHCIO yMEHBIIWIOCH 10 25%,
yepe3 9 Mec aMOyJIaTOPHOTO JIEUeHHUS BEICOKHMH J103a-
MU ToKo(epona — 0 eTUHUYHBIX B IT0JI€ 3PEHHS (CM.
pUCYHOK). Ba)kHO OTMETHTB, YTO YHCIIO aKaHTOIIMUTOB
B KaNMWJUISIPHON KPOBH OBIJIO CYIIECTBEHHO MEHBIINM,

YeM B BEHO3HOH, YTO OTpa)kaeT HU3KYIO CIIOCOOHOCTh
M3MEHEHHBIX 3PUTPOLUTOB K Je(opManuu B Karuii-
nsipHOM pycie. KpoMe Toro, mpu3HaKoB XpOHUYECKOTO
reMoiin3a B BHJIE HENPSMON THINEepOMINpYOMHEMHH U
CHIDKEHUS yPOBHS reMoriioonHa Hrke 115 1/ He Op110
BBISIBIICHO, & CTUICHOMETaIHs Obla o0ycioBieHa op-
MHUpPYIOLIEICS TOpPTaIbHON rurnepreHzueil. SABneHuit
TUNIEPCIUICHU3MA (B YaCTHOCTH, IUTOTICHUHU) HET, TaK
KaK y MaJipuika (QyHKIIMOHUPYET CIIOHTAHHBIN CIIJICHO-
pEHAJIBHBIN ITYHT.

[Nankpearnueckne hepMeHTH KPOBH, MOYH B HOPME,
B TOM 4YHCIIE aKTHBHOCTB JIMIIA3bI, 3JacTas3bl Kama 616
MKT/T (Hopma > 400 MkT Ha 1 T Kayia) UCKITIOYArOT TaH-
KpeaTn4ecKylo HeJJ0CTaTOYHOCTb.

BripakeHHbIE KIIMHUYECKHUE MPOSIBICHHS THIIOKOATY-
JAUH (KPOBOTOYMBOCTH JI€CEH, HOCOBBIE KPOBOTEUECHHUS )
OTpa)KalOT MPOSBIEHUS MEUEHOYHOH HEA0CTAaTOUYHOCTH
(tabmn. 3). Kpome Bocnionnenus nedunura puramuHa K,
MOJIOKUTENBHBIN 3((eKT Tepanuu cBs3aH C yIydIleHH-
eM OeJIKOBO-CHHTETHYECKON (PYHKIMH TeTIaTOIMTOB.

Onacrorpadus meuenu 5,9 klla coorBercTByeT (hu-
0posy I cremenn (mo Metavir), THAaTHOCTUYECKAS TOU-
HOCTb 88,6%, JTO)KHOOTPUIIATEIbHbIE PE3yIbTaThl MOTYT
OBITH CBSI3aHBI C KUPOBOW MHOUIBTpALIUEH TTeUeHH, Xa-
paktepHoi i aberonunonporenHemun. Yepes 9 mec
IJIOTHOCTH TeueHu coctaBmia 9,2 klla (IQR = 4,5 kI,
SR = 43%). F -F, no Metavir.

Koncynpranust okynucra: octpora 3penust 0,9—1,0.
I'maznoe mro OU, /I3H OiegHO-po30BBIC, KOHTYPHI YET-
Kre, OTMEJaeTcs IepepacrpeiefieHne MITMeHTa 1o Beei
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Ta6nuuma 2
Ioxa3zaresu unuaorpamMmsl 6oasHoro C., 11 jiet

IToka3zareb, MMOIIB/TT
N3yuennslit Hopwma,
rnapameTp 210 JieueHus Ha pone MMOJIB/IT
JICUCHUs
Tpurnunepu st 0,01 0,07 0,34-1,6
JITIBIT 1,14 1,02 0,78-1,68
JITTHIT <0,16 0,26 1,55-3,89
JITIOHII <0,02 0,07 0,26—-1,04
Tab6numa 3

M3meHenust cogep:kanusi pakTOpoB CBepTHIAAHUS KPOBU
Ha ¢oHe JevyeHus 6onsHoro C., 11 ner

W3ydennslit napamerp eg;:; ?:q%)::: Hopma
ITporpombuHOBOE 21,2 11,3 10-13,6
BpeMms, ¢
ITpoTpoMOUHOBEII 42 73 70-100
HHJIEKC, Yo
DubpUHOTEH, /71 3,42 4,05 2-4
AKTHBHPOBaHHOE 41,7 31,9 28-40
YaCTHYHOE TPOMOOILIA-

CTUHOBOE BpEM, €
MHO 1,91 1,19 0,8-1,14
D-anmep 101 178 <255
Ipotenn C 65 117 69-134
Buemmnuii myTs,%
= 51 84 70-130
v 13 86 65-150
VII* 32 151 70-130
X* 33 104 70-140
BuyTpennuii myTs, %
VIII 180 105 50-150
IX* 42 180 50-130
XI 51 52 70-130
XII 56 75 70-130

IIpumeuanue.* —Buramun K-3aBucumeie hakTops cBep-
TBHIBAHHS.

MOBEPXHOCTH CETYATKH, 32 CUET 4ero peduiekc MakyIsip-
HOW 30HBI OIpPEJETsieTCsl HeueTKo. BeHbl cierka paciim-
PEHBI, TOJTHOKPOBHBL. KannOp aprepuii He n3MeHeH. X0/
COCY/IOB HE M3MEHEH. 3aKIIFOueHre: MUTMEHTHAs JIeTeHe-
pamms cerdarkd. [loBepxHOCTHAS TUCTPODUS POTOBHUIIHI.

[Ipu sHIOCKOMMYEeCKOM wucchenoBanuu (pubpora-
CTPOJYOJICHOCKOIHS ): PACIPOCTPAHEHHBIN racTPUT, Ay-
OJICHUT, CIOHUT; TUIICPIJIa3Usd BOPCUHYATOIO CJIOA TOH-
KOW KUIIIKH.

Mopdonorudeckoe nccieaoBaHne OUONTATOB JIBe-
HaJIaTUNIEPCTHOW KHIIKH BBISBHIIO THUIEPTPOdHIO

CIIM3UCTON 00O0JIOUKH, TOJIIMHA CIAU3UCTON 000JIOUKH
KHUIIKK yBennueHa u coctasiseT 750-950 mxm. Ku-
IIeYHbIE BOPCUHKH BBICOKHUE (525—725 MKM), sI3BIKO-
BHUJITHOHM W JTUCTOBUIHOU (POPMBI, YIIOpPSITOUCHHBIE, Jie-
JKaT TII0THO. [ TyOMHa KPUNT HECKOJIBKO yBEIMYEHA U
coctapnseT 225 MkM. OTHOIIEHUE JJIMHBI BOPCUHKA/
kpunta 2,78. B cim3uctoil 000504Ke BCTpedaroTcs
MUKPOTOJIUIIOBUJIHBIE 00pa3oBaHusd. DYyHKINOHATb-
Has (BcacblBaTeJIbHas) aKTUBHOCTh JMUTEIUS OYEHBb
BBICOKAS, SHTEPOLUTHl BEPXHEH MOTOBHUHBI BOPCUHOK
3aroJHEHbl JTUNUIaMU, YBEINYeHa TONIIWHA 0a3alb-
HOIl MeMOpaHbI snuTenus. B ctpoMe BOPCHUHOK TpH-
CYTCTBYIOT «II€HUCTBIe» Makpodarun. B ocHoBaHuuM
KpUIOT YMEHbLIEHO uncio kneTok Ilanera. KposeHoc-
HBIC KamWJUISIPBI c1abo pacmupensl. JluMmdorurapuas
UHOQUIBTpAMs DIUTEIUsT YBEIMYEHA M COCTaBIsIET
46%. B coOCTBEHHOH IJIACTMHKE TaKXe YBEJIUYECHO
coJlepKaHMe TUIa3MaTHYECKHUX KIETOK U JTUM(OIUTOB.
Cpennuit nHACKC HHPUIBTPALUK yBeIHYeH 10 1,7 (1o
TpexOaTbHOM 1IKaje). TakuM 00pa3oM, yCTaHOBJICHA
TUTIEPTPODHS CIIM3UCTON 000JTOUKHU ABCHAAIATHIICPCT-
HOM KHIIKH ¢ THUTIEpTpOodueil BOPCHHOK ¥ HEOOIBITUM
yBeIUYeHNEM ITTyOnHbI KpUIT. IMMyHHAast akTHBHOCTh
CIIM3UCTOM 000JI0OUKH yBeIHNUEHA. 3aKJII0UueHne: TuIep-
Tpodust cnu3KucTOM 000JOYKH JABEHAIUATHIIEPCTHON
KHIIKU. BeipaxkeHHbIH nyoneHUT. Mopdoiornyeckue
M3MEHEHHS CIM3UCTON OOOJOYKH KHUIIKH MOTYT OBITh
00yCIIOBIIEHBI TUTTOBUTAMIHO30M A.

Kommeiotepnast Tomorpadus (KT) OpromHoit mo-
JIOCTH W TPYIHOW KIIETKH BBIABHJIA YMEHBIIECHHE PEHT-
TeHOBCKOH moTHOCTH mneueHu 1o 3645 HU (mpusnax
YKHPOBOW MHQUIBTPALUK), OTMEYAETCS AUCIPOIIOPIINO-
HaJbHOCTb CETMEHTOB JIEBOH JOJIM C YBEIUYEHHEM 1-ro
cermenta. KT-kapTuHa remarocmjieHOMEranauu, Mpu-
3HAKH TUPPY3HBIX H3MEHEHHUH [Te9eHH YMEPEHHOH 1op-
TaJIbHOW TUNEPTEeH3UU. Busyanusupyercss ClIOHTaHHbBIN
CIUICHOPEHAJIBHBINA IIYHT IuameTpoMm a0 8 mm. MHTep-
CTHIIMAIBHBIN PUCYHOK B MPOEKINH Haaauadparmaib-
HBIX OTJEJIOB HIDKHEH JOJM JIEBOTO JIETKOTO YCHJIEH C
MIpU3HAKAMHU 3alOJIHEHHUsI CEKPETOM JIUCTANIbHBIX OTHE-
7I0B OpoHXHOII. BpOHXM MPOCIIekKEHBI 10 YPOBHS cyOcer-
MEHTapHBIX BETBEH, IIPOCBET OPOHXOB HE PaCIIUPEH, HE
nedopmupoBan. KT-npusnaku muddy3noro OpoHXHTA,
BHYTPHUTPYIHOW peakTUBHOW MM 0aIeHOTIaTHH.

CuuaTHrpadnIecKoe ucciaenoBaHne MedeHn moKa3a-
JI0 IUCTIPOTIOPIIMIO pacTpeieieHns paauodapmMiipenapa-
ta (POII) (texnedur): neuenn 83%, cenezenka 17% mo
nepenHel mpoeKuu, B Hopme 95 u 5% COOTBETCTBEHHO,
HeOonpmoe BKitoueHre PDI] B KOCTHBINA MO3r I10 3al-
e npoekiuu. KPK 0,45 (ckopocTh ouullieHUss KPOBU
oT npenapara He cHwkeHa), KPIT 1,43 (ckopocTh 3axBa-
ta POII xyndepoBckumu kietkamu cHmkeHa), UI13 3,2
(MHIEKC TIEUeHOYHOTO 3aXBaTa HE3HAYUTEIHLHO CHIDKEH ).
Pazbpoc ko punmenToB, BEpOSTHO, CBSI3aH C HATHIHUEM
CIJICHOPEHAJIBHOTO IIyHTA. 3akioueHue: aupQysHbie
HM3MEHEeHMd TIeYeHH, YMEpPEHHbIE TPU3HAKHU MOPTaIbHOMN
TUIEPTEH3UU.

KocTHbIlf BO3pacT COOTBETCTBYET KaJlCHAAPHOMY.
MuHepasibHass IUIOTHOCTh KOCTEH CHH)KEHa HE3HAuU-
tenbHo BMD 0,552 r/em?®. JleHcuroMeTpus 1o Z-IiKajie
— 2,2, 4TO COOTBETCTBYET YMEPEHHON OCTEOTICHUHU.

[Ipu BTOpO¥ TOCTHTanmM3anMKu peOeHKa B CBS3U C
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XapaKkTepoM TedeHus 3a0oieBaHHus U (HOPMUPOBAHUEM
criMHoLepeOeIUIsipHoOil  fereHepanun nposeaeHa MPT
TOJIOBHOTO MO3ra W MIEHHOTO OTAeja MO3BOHOYHHKA.
MPT-uccnenoBanue roI0OBHOIO MO3ra IMPOBEJEHO B pe-
s)kumax TI-BU, T2-BU u FLAIR B Tpex opTOroHajgbHbIX
MPOEKIMAX, B CaruTTalbHON, aKCHAJIbHOW M KOpOHap-
HOM, a Takxke B pexume DVVI. Ha MP-tomorpamMmmax
TOJIOBHOTO MO3Ta CPEIUHHBIE CTPYKTYPHI HE CMEILEHBI.
B TemeHHBIX OTHEnax MONyLIApUN MO3ra IEPUBEHTPHU-
KyJSIPHO OTMEYAIOTCS Y4YacTKU cJ1ab0 TOBBILICHHOTO
MP-curnana ua T2-BU1 u FLAIR. 3aguue otaenst CTBO-
Jla MO30JIMCTOTO TeJIa YMEHBIICHBI B 00BbEMBI. M3BUIIH-
HBI TIOTymapuid Mo3ra chopMUpoBaHbl 00bgHO. Cepoe
u Oemoe BemecTBO MU depeHIIPOBaHO. MUHIATITHBI
MO3KEUKa PacIoIOKEeHBl Ha ypoBHE TUHMHM YemOepie-
Ha. JKemymouku mo3ra MmpaBWILHON (OpPMBI, OOBIYHBIX
pasmepoB. CybapaxHOHIAaTIFHOE IPOCTPAHCTBO MOTyIIIa-
puii Mo3ra He pacmMpeHo. [ nnopus yMeHblleH, BEPTH-
KaJbHBIN pasmep 1 MMm. Boponka runodusa pacrnonoxe-
Ha 110 cpeHel JTMHUY, ncToHUeHa. Cru3ucras 000104Ka
JT0OHOW Ta3yXu U KJIETOK PEIIeTyaToro JadupuHTa cpa-
Ba 3HAYUTEIHHO YTOJIIIEHA. 3aKII0UeHNe: IEPUBEHTPHU-
KyJSIpHbIE M3MEHEHHS B TEMEHHBIX JOJIAX, BO3MOXHO,
THIIOKCHYECKU-UIIEMHUECKOr0 IeHe3a, TUIOILIa3Hsl TH-
nodusa. [Ipu3Haku BOCHAIMTENBLHOTO IMpolecca B J00-
HOH Masyxe M KJIEeTKaxX PelIeTyaroro JabupuHTa crpasa.

[IpoBenenHoe seyeHne Ha BECh MEPHOA TOCHUTA-
JW3allui TPOJOJDKUTENBHOCThIO 1 Mec: anbkap 20%
10 mu/cyT, uTodmaBuH /2 TabNeTKH 2 pas3a B I€Hb, yp-
codanbk 250 Mr Ha HOYB, BUTaMHH E 9 xamncyn B neHb
(100 mr/kr B cyTku) + BUTaMUH A 1 Karcyna B J€Hb,
anbda-D3-TeBa | kancyna 2 pa3a B 1eHb, BUkKacon 1 ta-
Onetka 2 pasa B JieHb, BUTaMuH B, 1 MIl BHyTpUMBI-
meyHo Ne 4. ITo nmoBoay ocTporo OpoHXHUTa IOJydas
aHTHOAKTEPHANIbHYIO Tepanuio. MeCTHO B KOHBIOHKTHU-
BaJIbHBIA Memiok noiyyan taypoH 4% 3 pas3a B JeHb,
KOpHEeprenb 2 pa3a B ICHb.

Takum oOpa3om, nuarHo3 abeTamTuHONPOTEHHEMHH
OCHOBaH Ha CIEIYIOIEM CHMIITOMOKOMILIEKCE — CIIe-
UPUUECKUX N3MEHEHHAX JTUIHI0rpaMMbl kKposu (90%
nedurur JITHIT u JITIOHIT) u obHapyxkeHnH akaHTO-

91 —

IUTOB B KomuuecTBe 22—65% B Ma3Kax KamWUIIPHOMN
KPOBH, TSKEJOH ManbabcopOuu (CTeaToper) B aHaMHe-
3€ ¥ HeTIEPEHOCUMOCTH KUPHOM MUY, HU3KOPOCIOCTH,
HAJIMYUM XPOHUYECKOH OpOHXOJETrouHOH HH(EKIHH,
MOJIYCUHYCUTA M O()TanbMOJIOTHYECKUX IPOSBICHUNA —
MMUTMEHTHOM JiereHepanuu ceryarku. OTATronIeHHbIN Ha-
CIIEZICTBEHHBI aHAMHE3 — ONM3KOPOACTBEHHBIN Opak u
CMEpTh NMepBOTro pebeHKa B ceMbe B BO3pacTe 2 MeC OT
TSDKEJION MasibabcopOIK — SIBJISIETCS YKa3aHHEM Ha Ha-
CIICICTBEHHYIO IPUPOAY 3a00I€BaHMS.

Jleuenue OBIIIO OCHOBaHO Ha BOCIIOJIHEHHUH JKUpPOpa-
CTBOPUMBIX BUTAMHHOB M CUMIITOMATHYECKOM TEpamuu:
Tokoepon 50-170 Mr/Kr B CyTKH, pETHHOJA arerar
100-400 ME/kr B cyTKH, BHKAacoql 5 MI/CyT, IpyTrie BH-
TaMHUHBI 1 MHKPOJIEMEHTHI TI0 TOTpeOHOCTH ((hommeBast
KuCnoTa, B ,, Kanmpuurpon, BuTaMubbl rpynnsl B), mo-
TalUM KaJbIysl, Keje3a. Boicokue 103l Tokodepona u
JIPyTUX )KHPOPACTBOPUMBIX BUTAMUHOB PEKOMEH10BaHbI
amMOyITaToOpHO.

ITo Mepe pa3BUTHS HUPPO3a NEUCHHU U €T0 ICKOMIICH-
calluy MOKa3aHa TPAHCIUIAHTALMA IICICHHU.
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