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TPYAHOCTHU AVATHOCTUKU BOAE3HHM IIOMIIE
VY AETEN TPYAHOTO BO3PACTA

AI'b Ne 9, PMATIO, PIMY, I'KB Ne 67, MT'HL] PAMH, Mocksa

Bonesus ITomne (BII) mpeacraBiser coboil HacJaeqCTBEH-
HOoe 3aboseBaHUe, 00YCJIOBJIEHHOE MyTalluUAMU B I'eHe, KOIou-
pymoiieMm depmeHT a-D-riaorKosuzasy (KUCIYIO MaabTasy).
HedeKT aToro (hpepMeHTa IPUBOIUT K HAKOILJIEHUIO INIMKOTeHA
B JINB0COMAX PA3JIMYHBIX TKaHEH, IpU 3TOM HauboJjee cepb-
€3HO ITOBPEKIAIOTCS CepAeyuHble U CKeJeTHbIe MbIeI [1, 2].
Ten, kogupyromtuii Kucayio manbTady (GAA), KapTUPOBaH HA
xpomocome 1725 [3, 4].

BII oTHOCUTCS K JIN30COMHBIM 0O0JIE3HAM HAKOILJIEHUSA
(JIBH). Kpome Toro, BII MmoxHO KJaccuduIupoBaTh U KaK
HeHpo-MbImeuHoe 3a00JeBaHMe, MeTa00JINUYECKYI0 MUOIA-
Tuio u raukoreHos (BII ABideTcsa efMHCTBEHHOM HMAaTOJJIOTH-
eil, mIpu KOTOPO¥ HapylleHWe paclajga IIMKOTeHA CBA3AHO
¢ pedexToM QPYHKIIMHM JU30COM), a MHMpAHTHUIbHASI opMa
00JIE3HU TaKKe OTHOCUTCA K KapAMOJIOTUYECKON IIaTOJIOT Y
B CBA3U C BBIPAXEHHBIMU M3MEHEHUAMMU CepaIiia.

Ilo TasxecTu m cpoxam MaHubecTalUy KINHUYECKUX
(I)eHOTI/IHOB pPa3invamT I/IHq)aHTI/IJIBHBIe, IOBEHUJIbBHbBIE U
B3pocable (POPMBI.

NuadarTunpesie GopMbI MaHN(PECTUPYIOT B IIEPBLIE Me-
CAIBI JKU3HU BBIPAYKEHHOM T'MIIOTOHUEN, KapAuoMeraJiueii,
00yCJIOBJIEHHOU Pa3BUTHEM BTOPUYHOU rUIepTPOopUIECKOM
KapIUOMUONATUY, YMEePEHHON MaKPOTJIOCCHeN, GBICTPO IIPO-
T'PeCCUPYIOIIE MBIIIIeYHOI cJIa00CThI0 U MeHee BBhIpasKeH-
HOU rematomeranueii. Hecmorpa Ha MBIIIEUHYIO €JIa0OCTh,
MBIIINBI Ha OLIyIb TBepAble U Aaske IUnepTpo(dUUIHEBIE.
YacTo BRIpaKeHBI TPYAHOCTU BCKApPMJIMBAHUSA U PACCTPOI-
CTBa OBIXaHUS, 00YCJIOBJIEHHBLIE CJIa0O0CTHIO AbIXaTeJIbHON
MycKyJaTypbl. VmMeeT MecTo mpOrpeccupyrolias cepaeaHo-
JIerOYHasi HeJOCTATOUYHOCTh. IIpyu HEeKOTOphIX (hopmax cia-
6OCTh CKeJIeTHBIX MBIIII] CYIIeCTBEHHO 0oJjiee BHIpa’KeHA,
yeM cJIaboCTh CepAeYHON MBIIIIILI. B KPOBU ITOBBINIAETCS
ypoBerb K@K, JIAI' BciencTBue dparmMeHTanuu Muoduo-
puni, a Ha OKI oTmeuaercs yKkopoueHue nuTepBaia PQ, Tak
KaK MNIMKOreH CTUMYJINPYeT IPoIecchl mpoBogumocTtu. IO0Be-
HUJIbHBIE (DOPMBI UJIH « MBIIIEYHBLIA BADUAHT» XapaKTepusy-
10TCs 0oJtee o3aHel MaHudecTanueii (IeTCKui Ui I0HOIIIec-
KU BO3pacT), 6oJiee MATKUM TeUeHUEM U IPeNMYIIeCTBeHHbIM
HmopaskeHrueM CKeJIeTHONI MycCKyJaTyphbl. ['emaTomeranus
BCTPEUYAETCS rOPasfo perke, B eQUHUYHBIX CIydadx — Mak-
porioccusi u Kapguomeranusi. Bapocible (opMbI XapakTe-
pusyiorca Marudecranueii B Bogpacre 20—50 e, menyieH-

HO IIPOT'PECCUPYIOIEi TPOKCUMAJIBLHON MUOATUEH NN CUM-
IIToMmaMu ,Z[BIX&TeJILHOﬁ HEeOTOCTATOYHOCTHU IIPKU OTCYTCTBUHU
Kapauomerannu. Tum Hac/iegoBaHUS ayTOCOMHO-PEIEeCCUB-
HBIH.

B 3aBUCHMOCTH OT CTPaHbI ¥ STHUYECKOM IIPUHALIECKHO-
CTU YacToTa 3TOoro 3aboseBanusa Bapbupyer or 1 : 14 000 mo
1:300000 [5]. Wudanrunbpuas opma BII 1oBosbHO YacTo
BCTpeuaeTcs cpexu adpoameprKaHies, a Takke B IQixHOM
Kurae u ma TaiiBane, B To BpeMa KaK B3pocJas (opma
3aboneBaHua — B lonnampumu. CymmapHas yacTtora BcexX
dopm BII omenuBaercsa kaxk 1: 40 000 [6]. HacToTa BcTpe-
yaemocTtu BII B Poccuu HemsBecTHA.

Ha panaux craguax pasButus 00JIe3HU B IIePBbIE€ MECH-
bl JKUB3HU OOJIbHBIX AU(PepeHIInalbHbIil aJITOPUTM IPOBO-
nAar ¢ 3abosepanuamu [THC, muonatuamu, KapAuOMUOIIATH-
samMu U Ap. [[naruos rimKoreH03a MOKeT 6bITh BepuhUIPOBaH
IPpUKKU3HEHHO HAa OCHOBAHHUU IIATOTHOMOHHMYHOI'O CHMIITO-
MOKOMILJIEKCA ¥ CBOEBPEMEHHOT'0 MeIUKO-TeHETUIECKOro 00-
CJIeJOBAHUSA.

Bosbmine ciaoKHOCTH B OMOXMMUYECKON AMArHOCTUKE
BII CBA3AHBI C IPDUCYTCTBHEM HECKOJIBKUX PA3JIMYHBIX MaJIb-
Ta3 B JeHKomurax nepudepuueckoit KposBu. I[losaTomy B
KauecTBe OMOJIOTMYECKOr0 MaTepuaja IPeJIOUYTUTeIbHee
HWCIIOJIb30BaTh KYJbTYPY KOXKHBIX (ubpobdaactoB (KKD),
OMOIITAT MBIIII] WUJIX IIeUeHU. DBojiee JOPOTOCTOAIIUM, HO 1
Sq)q)eRTI/IBHBIM IIOAXOOOM ABJIAETCA BBIABJIICHIE My'raunﬁ B
reHe KUCJIOM MajbTasbl MOJIEKYJISIPHO-TeHETUYECKUMU Me-
TOLAMMU.

OTI(.pBITI/Ie KJIETOUHBIX ITOBEPXHOCTHBIX DPEIEeIITOPOB,
KOTOpbIe YYACTBYIOT B TPAHCIIOPTUPOBKE JIM30COMHEIX (Dep-
MEHTOB B TKAHU- « MUIIIEHN » , C[€JIAJI0 BOSMOYKHOM IIpU HEKO-
TOPBIX BUAAX JIM30COMHBIX GosiedHeii HaxkomueHus (JIBH)
depmenT-3amecTuTeabHYIO Tepanuio (P3T). Takas Tepanusa
B HACTOdAIllee BpeMs JOCTynHa npu 6ojsesHax ['omre, @adbpu
u mykomosucaxapugose (MIIC) I Tuna (6onesus I'ypaepa/
ITeiie), MIIC II (6osnesnr Xautepa), MIIC VI (6one3un
Maporo — Jlamu) u G6onesau Humama — Iluxa, Begyrcsa
KJMHUYECKUe UCIBITAHUSA IIpernapaToB u njsa jgeueHus BII.
B nocienzee Bpems GBLIO IPOBEIEHO TPY OTKPHITHIX KJIMHU-
YeCcKUX HCCJIENOBAHUA, B KOTOPBIX ydacTBoBaau 15 mereit
TPYAHOT'0 BO3PACTA C KJIACCUUECKOHM MHDAHTUIBHOU (OPMOI
BII. 9Tu ucciaenoBauma mokasanu, uro @3T mpuBoguT K
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HNEJUATPUI Ne 6, 2005 r.

YMEHBIIIEHUIO Pa3MePOB CepAla, yaydiraeT GYHKIUI cep-
IEeYHOM U CKEJIETHBIX MBIIII] U IIPOAJIEBAET KU3Hb PEOEHKY.

Hwuixe npuBoaum cobcTBernHoe Habmonenue BII.

Pebenox (mpobanx) Murra C., 5 mec., oT pogureseii 28 jer.

HacnencrBeHHOCTE: y MaTepu XPOHUYECKUH TOH3UJLIIUT,
MUONHUA, BEreTO-COCYLMCTAA NUCTOHUA; Y OTIIA YacThle 00-
CTPYKTUBHBIE OPOHXUTHI, OPOHXMANBHASA aCcTMa, T'UMIIEPTPO-
¢dus MuHOKapza JIEBOTO KeJyIOouKa; y TeTH mpobaHZa IO
OTIOBCKOU JUHMY OPOHXMAJNBHAA acTMa; y Aefa 1 60abymKu
npobaHga IO MaTePUHCKON JIMHUY CaXapHBIN Amaler.

Pebenok ot I GepemenHOCTH, IPOTEKABINEH ¢ aHEMUEH
u Heponarueir B I u II tpumecrpe. Muorosogue. Poxsr
cpounsle, OvicTpble (10 u). Be3BOAHEBIN IPOMEXKYTOK 5 d.
Popunca maccoii tena 3480 r, giauHOoi 54 cM, OKPYKHOCTD
roJioBHI 36 cM, OKPYIKHOCTE IpyAu 36 cM, C TYyTUM OJHOKDAT-
HBIM O0OBUTHEM IYIOBWHBI BOKPYT IIeW. 3aKpUdyaj IOcje
OTCAaCBHIBAHUSA CJIV3Y, OIl€HKA IO InKane Anrap 7/8 6aJsios.
CocTossHUE IPU POXKAEHUU CPEeIHEH TAMKECTU 34 CUET HEBPO-
JIOTUYECKOM CHMITOMATHUKY B BHUJAE CUHIPOMA YIHETEHU
ITHC c ssmemeHTaMu BO30OY KJeHUA, OOIIETO OTEYHOT'O CUHJI-
poma. Ha 6-e cyTku xku3HuU pebeHOK OBLI IIepeBeleH B
orpeseHue narogoruu HoBopoxgeHHBIX [II'KB nm. CBaroro
Bragumupa, 3saTem B Bo3pacTe 2 HeAeJb — B OTAeJeHUHE
IIaTOJIOTUY HOBOPOXKIEHHEBIX [leprHATATIBHOIO KapJUOJIOT -
yeckoro neHTpa 'KB Ne 67 B cBsA3u ¢ Opasukapmueii.

CocTrossHue pebeHKa IPU MOCTYILIEHUU ObLIO TAMKEIBIM
3a CUYeT HEeBPOJIOTMUYECKOM CHMITOMATUKMN B BUIE PE3KOTO
CHIUKEHUA ABUTATEJBHON aKTUBHOCTH, AUDGOY3HON MBIIIey-
HOM T'MIIOTOHUY, CIOHTAHHOTO KJIOHYCA CTOII, TPEMOPa PYUYeK,
OIIEPKYJIAPHBIX IIaPOKCHU3MOB, IunopedieKCur. YMePeHHO
IUCILIACTUYHBIA (PeHOTUII (YePEII BLITAHYT B IlepefHe-3aJHEM
HaIIpaBJIeHUY, HeIIPAaBUJIbHAA (hopMa YIITHBIX PAaKOBUH). Kox-
Hble IIOKPOBBI CyOMKTepPUYHBI. [[pIXaHUE IOBEPXHOCTHOE,
XPUIIBI B JIETKUX He BHICIYIIINBAINCE. Y MEPEeHHAS MaKpPOTJIOC-
cusa. Co CTOPOHBI CEPAEYHO-COCYSUCTOM CUCTEMBI OTMEUATINUCH
pacuimpeHue paHUI] OTHOCUTEJILHON CEePAeUYHON TYIIOCTU
B 00e CTOPOHBI, IPUTJIYIIIEH e TOHOB cepaIa, OpaguapuTMus
80—100 yzapoB B MUH, CUCTOJIMUYECKUH IIIyM cJIab0ii MHTEH-
CHBHOCTU ¢ P. max. B IV mexxpebepbe ciieBa OT IDYIUHEL.
Ileuens BrIcTymasa m3-mof Kpas peGepHOU Ayru 0 cpenHe-
KJIIOUMYHOM JIMHUY Ha 2 CM, KPal — yMepPeHHOH IIJIOTHOCTH.
CeJle3eHKa He MAJBIIPOBAJIACH.

YuuThiBas CUHAPOM MBIIIIEYHON TMIIOTOHUU, OpaguKap-
IUI0, MAKPOTJIOCCUIO, CYOMKTEPUUHBIA OTTEHOK KOYKHBIX II0-
KDOBOB, IPOBe/ieHa oneHKa tupeousnoro craryca (TTT, T,, T,
B CBIBOPOTKE KpoBu). HopmasibHBIE ITOKa3aTeiu yPOBHS THPe-
OMIHBIX TOPMOHOB IIO3BOJIUJIY UCKJIIOUUTH BPOMKJEHHBIN I'ii-
IIOTUPEOS.

ITpoBemenHOE 6a3MCHOE KapAHOJIOTHUECKOE 00CJIemoBa-
Hue (OKT, peHTreHOrpadusa rpyqHOU KJIETKU, IIBETHAA IOI-
mwiep 9XOKT') mosBosimiu BEIIBUTH Y peOeHKA QYHKITUOHUDY-
I0IIlee OBAJILHOE OKHO C JIEBO-IIPABBIM IITYHTUPOBAHUEM (UTO
U OBLIIO NPUYMHON HEOGOJBIIOr0 CHUCTOJMYECKOro IIyMa),
a TakiXe runeprpoduio MUOKapAa JEeBOTO KeJIyZouKa 0e3
00CTPYKIIUM BBIBOJHOTO OTZEJIa JIEBOTO Keaynouka. Tomu-
Ha Muokapzga JieBoro skeaymouka (TM 3CJIHK) cocraBuia
9 MM (mopma 3—4 MMm).

ITokasarenu uHeiipocounorpadpuu (HCT) memomcTpupoBa-
JI HaJIU4Yye BHIPAKEHHON NUJIaTAIlNY IIePeJHUX POroB GOKO-
BBIX KeJynoukoB mosra (D = 12 mm, S = 10 MM) u 3aTBLIOY-
HBIX poroB (D = S = 25 mMMm) ¢ OGBICTPEIM HapacTaHHEM
pasMepoB OKPYIKHOCTH T'OJIOBBI ¥ OTPUILATEIbHOM AUHAMUKOH
nokasareseii HCI'. Mmen mecto anuson GheGPUIBHBIX CYZO-
por. CoxpaHAMUHACA CHUHIPOM BBIPAYKEHHOM MBINIEUHOMN
TUIIOTOHUY C IPOI'PECCUPOBAHKEM I'UAPOIe(aTILHOTO CHHAPO-

Ma IoTpeboBaul MPOBeAEHUA NAJbHEHIero o0ceIoBaHUA
(B mepByIO OUepenb, UCKJIIOUEHUA HETCKOrO IepebpasbHOTo
napanuya) 1 JeueHu A PeOeHKAa B YCIOBUAX HEBPOJIOITYECKOT'0
cranmmonapa (JITHB Ne 18), rme oH Haxomwmjca B TeUeHUE
OIHOT'O MECHAIaA.

B BospacTe 2 mecsAleB MaJbUYUK TOCIUTAIUSUDPYETCA
B rpyznHoe otnesnerne IIKI] KB Ne 67 B cocTogHMY 6IM3KOM
K TAMKEJIOMY C IPOABJIEHUSAMHU I'uponedasbHOTO CHHIPOMA
(OKpYKHOCTh TOJIOBBI 39,5 cM), BHIPAXKEHHOI MBIIIEYHONR
TUNOTOHUY (TOJIOBY He IEPIKUT), YMEPEHHON MaKPOTJIOCCUY
u G6poHXHUTA ¢ OPOHX00OCTPYKTHUBHEIM cuHApoMmoM. IIpu
ocMoTpe GbLIO 00pallleHo BHUMAaHNe Ha YILJIOTHEHNE U HEeKO-
TOpOe yBeJnYeHUe 00'beMa MKPOHOKHBIX MblImin. Coxpansa-
auch cumnromsel Kapauomeranuu (KTU 57 %) u rematome-
ranuu. Pesynprarer moBropaoi nonniaep OXOKT nossosmin
OTMETHUTH COXPAHAIIINYIOCA IUIePTPOGUI0 000UX KeJIyH0U-
KOB (0OJIBIIIE JIEBOT'0), & TAKIKe MEXKIKEJYIOUYKOBOM IIepero-
pozrku 0e3 IpemATCTBUA KPOBOTOKY CO CHUJKEHHUEM Kak
CHCTOJIMYECKOI, TaK U fuacronudeckon Gyurnnu. Toxmuaa
MuoKapza npasoro skeaynouka (TMIIK) cocraBuna 6,4 MM,
MEXKIKeJNyIouKoBoi meperopoaku — 9 mm, TM 3CJIEK —
13,8 mm. @paxiua BeIOpoca jieBoro keaynouka (PB JIGK mo
Teiholz) cocraBusia 60% . B 6uoxuMuyecKom aHaanse KPOBU
OTCYTCTBOBAJIV IPHU3HAKU OCTPOTEKYIIIEr0 BOCIAJIEHUS, HO
OBLIIO BBISIBJIEHO IIOBBINIEHVE YPOBHA TpaHcamuuHas (AJIT
101,8 ex/m, ACT 197,2 en/xn), JIOAT (1297 en/n), KOK (554
en/n). YpoBeHb TJIIOKO3bI COCTABUJ 5,3 MMOJb/J. B manab-
HelileM y pebeHKa IIOCTOSHHO OTMeuaaach runepdepMeHTe-
musd Ha pore Hopmorsukemun. ITokasarens PQ ma OKT Obin
B IIpefejax HOPMBI, coctaBiaasa 0,12 c.

YuursiBas gaHHbIE KIVHUKY (3aTAKHOE TeueHne OpPOoH-
xuta Ha ¢oHe nudGy3HON MBIIIEYHON T'MIIOTOHUY, MAaKpPO-
TJIoCCUS, YIJIOTHEHNE UKPOHOKHBIX MBI, CHMMETPUYHA S
HeOOCTPYKTUBHAA IUIePTPOdUUEeCKAsI KAPDJUOMUOIATHIA, '~
nepdepMeHTEeMUS B CBIBOPOTKE KPOBU C IIOBLIIIIEHNEM COZED-
sxarud AJIT B 2 pasa, ACT B 5 pas, JIIIT' 8 3—4 paza, KOK
B 3 pasa, mesiouHo# docdarassl B 3 pasa), y pebeHKa ObLIa
3aI0J03PeHa IAaTOJOTUA M3 IPYNILI HEePBHO-MBIITEYHBIX
3a00JieBaHUU (BPOKJeHHbIE MUTOXOHIPHUAJIbHBIE MUOIIATUN
WV BPOJKJIEHHBIe MbIlieuHble guctpodun). [Tloxoxyro cum-
OTOMaTUKY UMeeT reHeTnueckuit cuagpom Koxepa — Jle6pe
— CemuneiiHeHa, KOTOPHIN OB HCKJIOUEH II0 IPUYNHE
HOPMAaJIBHBIX IIOKa3aTeJIed THPEOUTHOIO cTaTyca. PebGeHKY
OBLJIO IIOKA3aHO IIpoBefieHVe diekTpomMuorpaduu (OMI).

B TeueHME mOCIERYIOMIETO MecAlla MAJIbYWK JBAKIBI
Haxoxmica Ha cranmuuoHapHoM JseueHuu B [II'B Ne 9 u [TKB
Ne 1 ¢ OPBU, ocTpbIM G6POHXMOJIUTOM, ITHEBMOHUEM, OCIIOMK-
HEHHOU aTeJeKTa30M HUKHEI I0JIU JIEBOTO JIETKOI'0 U KJIU-
HUKOI cepAedyHOo-JeTOYHON HemocTaTouHOoCcTU. IloMmumo Jie-
yeHUA MHPEKIUOHHON MATOJOTUM Y MajJbUuWKa OBLIN
UCKJIIOUEHBI BHYTPUYTPOOHBIE MH(DEKIINN, OIpeIeeH ypo-
BeHb Jaktara (1,8 mmoun/n) u nupyBara (0,11 mmoab/n),
upoBeneHo kapuorunuposanue (46 XY). B pesynbrare BbI-
nosHenHo OMI' wHMCKJIIOUeHa IATOJOTUA MOTOHENPOHOB
(cnmHanbHBIE amMmuoTpodun) u 3adpurcuposassl guddys3HbIE
U3MeHEeHUs IIePBUYHO-MBIIIIEYHOTO XapakTepa. Tem He Me-
Hee HOPMAaJIbHOE COOTHOIIIeHWE JIAKTATa M NMUpPyBaTa II03BO-
JINJIO OTBEPTHYTH AUATHO3 MUTOXOHAPUAIBHON IATOJIOTUH U
MUTOXOHIPUAJNBHBIX BPOXKJEHHBIX MUOIATUIH.

B panpHelimem cocToaHVe peGeHKA IPOLOJIMKAJIO YXYI-
marsca. B Bodpacte 5 mec (puc. 1) oH mpaKTHUUECKHU He
Iepixajl ToJIOBY, He mepeBopaumBasica. COXpaHANNCH MBI-
mevHasd cjadocTb, MAKPOIJIOCCUS, IIJIOTHOCTh UKPOHOKHBIX
MBIIIIIT, KapAUuOMerajausa, CepaeuHbIi «rop0», ObIIIIKA, pac-
ceAHHAd KPeNuTanusa B JerKux. McciaefoBaHre aKTUBHOCTYU

26.01.2006, 9:58

[T [T 11 |



NN T 1]

‘ fi 61-120 fi0d 6--2005 .p65 91 %

*

JI.LH. MaszankoBa, H.II. Koraykosa, C.I'. Copoka u ap. 91

O-TUIIOKO3U1a3kl, IIPOBEIeHHOE B JIa00OPATOPUY HACJIEACTBEH-
HBIX OoJsiesHell oOmeHa Bemecrs HBO B MI'HI[ PAMH®,
BBISIBUJIO yMepeHHOe (Ha 30% ) CHMKeHre aK TUBHOCTY JAHHO-
ro depMeHTa, YTO IIO3BOJIUJIO 3aIOJ03PUTH Yy MaJbUMKa
rInKoreHo3 2-ro tuna (6osesub Ilomne). TpeGoBasioch mpoBeze-
aue [JHK-muarsocTuKy, HO B CBA3U C OYEPEIHBIM YXYAIIEHNIEM
COCTOAHUA (JIMXOPAAKa, HapacTaHWe OJbIIIKY, MHTOKCUKAIIN)
B Bo3pacre 5 mec 10 mHEll MaIbUYMK BHOBb MOCIIUTAJIN3MPOBAH
B/JIT'B N\e 9 B oTennenue peanmmarnuu. TssxecTb COCTOAHNA ObLIA
00yCJIOBJIEHA CEPAEYHO-JIETOYHON HEJOCTATOUYHOCTHIO, WH(EK-
IIUOHHBIM TOKCHUKO30M, MUKDOIVPKYJIATOPHBIMU, MeTa00JIn-
YECKUMU U BJIEKTPOJIUTHBIMU HapylieHuaMu. Hecmorpa nHa
IPOBOAUMYIO KOMILIEKCHYIO WHTEHCHUBHYIO TE€PAINI0, COCTOSA-
HUe pebeHKa IIPOrPECCUBHO YXYAIIANIOCH, pasBuiicsa [IBC-cuua-
pPOM, ¥ IPU HAPACTAIUX CHUMITOMAaX CEePAEYHO-JIETOYHON
HEIOCTATOYHOCTY Pe0eHOK yMep.

IIpu maTosloroaHATOMUYECKOM MCCJIEJOBAHUU OOHAPY-
JKeHBI CJIeAYIOIIe NU3MeHeHus. Tpyn MalbunKa IOHUKEHHO-
T'0 DIUTAHUA ¢ GJIeIHBIMY CyX0BaTHIMU KOYKHBIMY IIOKPOBaAMU,
BHIPDAXKEHHBIM aKPOIIMAHO30M. SI3BIK yBeJNUeH B pasMepax,
He IOMeIllaeTcd B POTOBOI IIOJIOCTH. B 00JacTU TPyAUHBI
u pebep OIpeiesIAeTCA «CepAedYHbIi rop6» . CepAle IIapoBUIHON
dopMEBI, pPe3Ko yBeJrmdYeHo B pasMepax (Macca cepama 180 r mpu
HOpMe 36 r). Muokaps 3HAUUTEJIbHO YTOJIIIEH, IJIOTHBIH,
OestecoBaTo-cephlii. IlooCTY $KEIYJOYKOB YMEHBIIEHE! B Pas-
mepax. IleueHs yBesmueHa B 2 pasa IO CPaBHEHUIO C BO3PACT-
HOIT HOPMOIi, TKaHb II€UeHU TeMHO-KPacHas, IJIOTHO-3JIaCTUY-
Has. Mosr pe3anHON000HO KOHCUCTEHIINY,, XOPOIIIO COXPAHAET
dopmy Ha crone. Ha MmHIannHAX MO3’KEUKa OIPENEIAETCS
00opo3za BKIMHEHUSA B OOJIBINIOE 3aTHIJIOYHOE OTBEPCTHE.
B ocrasmpHBIX OprazHax BBIPasKeHBI JUCTPO(DIUECKIE M3MEHe-
HUSA U PACcCTPONCTBA KPOBOOODAILIEHUA.

ITpu rucronmormueckoM uccienoBaHuu cepzana (puc. 2)
KapANOMUOIIUTEL PE3KO YBEJINUEHEL B pa3Mepax, « PACTUTENb-
HOro» BHza. IleHTpaIbHYIO YacTh KJIETKY 3aHMMAeT MaCCUB-
Had BaKyoJb, KOTOpasd Ipu oKkpacke peaktuBoM [1ludda maet
SAPKO-MaJIWHOBOE OKpaITuBaHue. B TkaHy eueH rermaTomuTh
PEe3KO YBeJIMUEHEI B pa3Mepax, ¢ KPYIHBIMU BaKyOJIAMU, ITUTO-
IIa3MaTUYECKYe BKJIIOUEHU JAIOT IIOJOKUTEILHYI0 PEaKIIII0
Ha TJINKOTeH, aHAJOTWYHYIO0 TAKOBOU B KapAWOMUOIIUTAX;
B YaCTH IIOJIEY 3PEHUSA OLIPEeIeIA0TCA MHOTOUNCIEHHEIE CKOII-
JICHUSI TOHKOCTEHHBIX JuM(paHTusKTa3oB (puc. 3). B momepeu-
HOIIOJIOCATHIX U IJIAAKWX MBIIIITAX PA3JINYHBIX OPraHOB U
TKaHeH MUOIUTHI PE3KO YBEJIWUYEHBI B PasMepax, ¢ IEeHUCTOMH
IIUTOILJIA3MOM, IIPY OKPACKe Ha IVIMKOTeH — SAPKO-MAaJINHOBEIE
UTOILIa3MaTHYeCKye BKIOUeHUA (puc. 4 m 5). B moukax
IPUSHAKY HAKOILIEHNSA He BBIPAKEHEBI. B BeIrecTBe roJI0BHOTO
MO3ra BBEIPA’KEHBI SBJIEHUA OTEKa U HaOyXaHU.

ITaTosoroanaToMuyeckuii JUAarHo3: OCHOBHOe 3a00JieBa-
HUE Te3aypusMo3 (IJIMKOTeHO3): KapauoMeranud (Macca cepa-
na 180 r nmpu HOpMe 36 T'), MAKPOTJIOCCU S, TeIaTOMETAINS 38
CUeT OTJIOXKEHUA: I'INKOTeHa B IIUTOIJIa3Me KapAHUOMUOITU-
TOB, T€lIaTOIUTOB, MEIIIIIAX A3BIKA, IUIIEBOJA, *KeIyIKa,
nuadparMbl; OCJIOKHEHMA: 3aCTOMHOE BEHO3HOE IIOJTHOKPO-

BUe BHYTPEHHUX OPTaHOB, MHOYKECTBEHHBIE MEJIKOOYATOBBIE
KPOBOUBJINAHUA B JIETKUE; OCTPOoe HabyXaHUe BeIecTBa I'0-
JIOBHOT'O MO3Ta C BKJIWHEHVEM MUHIAJIUH MO3YKeuKa B 00JIb-
1Ioe 3aTHLIOYHOE OTBEPCTHE; COIIYTCTBYIOINee 3abojeBaHUeE:
auM@aHruoMa IedYeHu.

3akJoueHne 0 IPUYNHEe CMEePTU: CMePTh peGeHKa, cTpa-
IaIONIero TeHePaJU30BAHHBIM I'JIMKOTEHO30M C TSAMKEJIBIM
IIOpaXeHUEeM CepAIla, HAaCTYyINJIa B Pe3yJIbTaTe OCTPOro Haly-
XaHUSA BeIlecTBa I'OJIOBHOTO MOSra I'MIIOKCHYECKOr0 TeHesa,
00yCJIOBJIEHHOTO Ce€PAeYHOM HeJZOCTATOUHOCTHbI0. BapuaHT
TJIMKOTeHO03a ¢ OOJIBIIION CTEINeHbI0 BEePOATHOCTU OTHOCUTCS
Ko 2-my tumny (6oxe3us Ilomme).

Pogurenu peberxra o6cienoBanbl B 1a60paTOpUU HACIEH-
CTBEHHBIX 0oJie3Hel o6MeHa BerecTB MeauKo-reHeTUIeCKOTo
HayuHOro nestpa PAMH.

PesyabraTtel JHK-auarumocTrKy pecTaBieHbl B TA0IUIIE.

Tabauuya

Pesyastatel JHK-guarsoctTuxkn
poauTeneil peGeHKa

Popurenn Myramusa insG637 | Myramus insG309R
Ore1g —/— +/—
Marts +/— —/—

ITpoBenen ananus 6 9K30HOB r'eHa O-TVIIOKO3ULASBI y POIU-
Tesiell. BelsiBenb! MyTamuu, xapakrepuble aid BII. Yeranos-
JIEHO, YTO POAUTENN ABJISIOTCA I'eTePOSUTOTHBIMY HOCUTEJIIMU
reHa. [Ipu miaaHUpPOBAHUYU CEMBbEU CIIEIVIOIIEH OepeMeHHOCTH
BOBMOJKHO U IIesiecoo0pasHo IpoBemeHue gopoxoBoit [THK-
IUaTrHOCTUKU.

Ha srame 0moxmMuuyecKo# IUATHOCTUKHN OBLIO BBISIBJICHO,
YTO OCTATOYHAS aKTUBHOCTH (pepmenta cocrasisier 30% ot
HOpMBI. HecMOTpS Ha TO YTO STOT IIOKA3aTeNb SBJIAETCS JOCTA-
TOYHO BBICOKUM /11 nH(pauHTIIbHOM (hopMbl BII, 6bL10 IpHHATO
pellleHre O IPOJOJLKEHUN IWATHOCTHKU MOJIEKYJISIPHO-T€HEeTH-
YeCKUMU METOZaMU, TaK KaK KJIMHUUYECKas KapTUHA 3a00jeBa-
HUA IIOJHOCTHIO COOTBETCTBOBasIa amarHo3y BII, a mbrmmeunas
Traep wix KK® nna dpepMeHTHO! AMArHOCTUKY OBLIN HENO-
crynusbl. [Ipu mpoBefeHNN MOJIEKYIAPHO-T€HETHUECKOH AUar-
HOCTUKM O0OHAPYIKEHO, YTO MAIIMEHT SBJIAETCS KOMIIAYHJI-
rereposuroroii mo myranuaMm G309R u insG637-639. Touno
YKasaThb IOJIO}KEHNEe MHCEPLIUY 3aTPYJHUTEIBHO, TAK KaK 9Ta
myTanusa npousomnina Ha G-0oratom yuactre. Myramua G309R
OIIMCaHa PaHee W acCOLMMpOBaHa ¢ TaAXeson dopmoit BII.
Myranusa insG637-639 B tuTepaType He OmMcaHa, HO BCTaBKa
OIHOTO HYKJIEOTUIA IPUBOJUT K CABUTY PAMKY CUUTHIBAHUA U
(opMUPOBaHNIO AaHOMAJIBHOI'O OEJIKA, YTO BEPOSTHEE BCETO
TaK/Ke HOJIKHO aCCOIUMPOBATHECA C TAMKEJION KJIMHUYECKON
dopmoii BII.

* B na6oparopuu HBO I'V MT'HIT PAMH c momoI1ibi0 pa3jnyHbIX COBPEMEHHBIX METOAOB MCCIeJOBaHUA (0MOXUMUYECKHTe —
oIpe/esieHre aKTUBHOCTY (hepMEHTOB, OIIpe/ieJIeHIe PAa3JINYHbIX METa00JINTOB; MOJIEKYJISAPHO-TeHETUUEeCKYe — IpsAMasi U KOCBEHHAs
IOHEK-nuarHocTuKa; aHAJINTAYECKNEe — ra3oBas W BBICOK0d(M(EKTUBHAA KUAKOCTHAA XpoMaTorpadus, TaHJeMHasd Macc-CIeKTpPo-
MeTpUs) MPOBOJUTCS AUMATHOCTUKA caenyiomux rpynna HBO: susocoMubIe 60I€3HU HAKOIJIEHUS, IEPOKCUCOMHEIE 3a00JIeBAHUA,
MUTOXOHpUATIbHBIe 60JIE3HY, OPraHNUYeCKUe aluAypun, aMruHoaIu oanaTuu, nedeKTsl o0MeHa rajJakTo3bl M (PPYKTO3bI, IJINKOTe-
HO3BI, HapyILIeHNs 00MeHa X0JIeCTeprHa, e(PeKThl MUTOXOHIPUAIBLHOTO -OKucaeHus, B TOM uncie peakux HBO — HeZocTaToYHOCTD
OMOTHMHUAABEI, TJIyTapoBad auuaypus Tum 1, 6osesas MeHKeca, ayTONMMYHHBIH MOJUTJIAHAYISAPHBINA CUHADOM, HEZOCTATOYHOCTH
O,,-aHTUTPUIICUHA, 6ose3Hb Jladopa, raukorenoss: 0 Tuna u XI Tuna. Anpec: 115478, Mocksa, yi1. MockBopeube, . 1; Tea. (095)

324 2004; e-mail: labnbo@medgen.ru; www.labnbo.narod.ru.
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Huarnoctuka HBO conpsskeHa ¢ onpeneieHHBIMU TPYA-
HocTamu. IIpesxie Bcero, BEIPAYKEHHBIN KINHNUYECKUH IO~
Mophusm u MHOrooOpasue (6osiee 600 HO30JO0THUECKUX
dopm) 3aTpyaHsaeT pacnosHaBanue MmHorux HBO Ha KimHHT-
YEeCKOM YPOBHE, a HU3KaA YaCcTOTa BCTPEUAEMOCTU B IIOILY-
JAIUUA He MO3BOJIAET Bpauy-neguaTpy HAKONUTh JUUHBIH
OIBIT AJISI CBOEBPEMEHHOM IIOCTAHOBKHU Auarsosa. [pyroit
HEeMAaJIOBAKHBINA (PAaKTOP — 5TO HEOOXOAMMOCTH IIPUMEHEHUS
PasHOOOPA3HBEIX METOAWUYECKUX IIOJXOA0B, AUATHOCTUUECKAS
3HAYMMOCTb KOTODHIX HepaBHO3HauHa. BBIOOD ONTHMAJIBLHOTO
nytu guarsoctukyu HBO Bo3MOMKeH TOJIBKO IIPH TECHOM B3au-
MOJeMCTBUY Bpada-KJIMHUIVCTA U CIIeI[HaJucTa Io Jabopa-
TOpPHO# AuarHocTuKe. Ha Hall B3TJAJL, ONMCAHUE 3TOTO
ciIydyas SABJISIETCSA MPEKPACHBIM TOMY IIOATBEPIKICHIEM.

ITenbio memMoHCTpaIMK SBUJIOCH O3HAKOMJIEHUE Bpaueil
C PeIKUM, HO IPOTPEJUEHTHO TSMKEeJbIM 3a00JieBaHUEM U3
rpynnsl JIBH — BII (raukorenos 2-ro tuna). B xoxe
mpoBeneHus AuddepeHnnaTbHON JUAaTHOCTUKY IIOCTEII€HHO
WCKJIOYAINCh TaKue 3a00JIeBaHUA, KaK I'MIIOTHPE03, CUHI-

pom Koxepa — [lebpe — CemuiieiineHa, BPOMKIEHHBIE MITO-
XOHAPUAJIbHBIE MUOIIATHU, 00siedHb Bepauura — Ioddmana,
BHYTPUYTPOOHBIE MH(DEKIINY, BPOMKICHHBIE MBIIIIEUHBIE JUCT-
poduu. Ciaemyer OTMETUTh, UTO C IOCHECIHUMU COCTOSHUSIMU
muddepeHnaTBLHBIN AUArHO3 HauboJsiee TPYZAEH, IIOCKOJIBKY,
Kak ObLIO yiKe cKasauo BbIle, BII ¢ IMOJHBIM OCHOBaHUEM
cunTaeTCcA U HePBHO-MBIIIIEYHOM naToyorueii. HacroitunBocTh
CIEIUAJINCTOB PA3JIMYHOr0 MPOoMhuiIsa, 3aHNMAIOIUXCS 00cIe-
IOBAHMEM U JIEUCHUEM JaHHOr0 pe0eHKa, [O3BOJINIA IPUIKI3-
HEHHO MOCTABUTh MPABUJIBHBIA JUATHO3, KOTOPBIN OBLI IIOL-
TBEPKIEH B pe3yJibTaTe I'MCTOJIOTMYECKOr0 MCCJIEJOBAHUA.
Cerogua mcxon 3a60omeBaHuA, K COMKAJIEHUI0, (aTajieH.

Tem He MeHee, YUUTHLIBAS BO3MOYKHOCTH IOSBJIEHUSA B
oyayiiem @3T u APyrux BUAOB JieUeHUs, OOJbIIIOE 3HAUECHIE
npuobperaer panHsad guarHoctuka BII, meobxommmasi AJs
CBOEBPEMEHHOr0 HasHAUeHus Tepanuu. s mereil rpyaHOrO
BO3PACTA 9TO SIBJISIETCS BOIIPOCOM MKU3HU Y CMEPTH, IIOCKOJIBKY
BpPEMEHH JJIs1 JIEUeHU s II0CJIe YCTAHOBJIEHUA JUAarH03a YPe3Bhl-
YyaiHO MAaJIo.
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BBICOKUM VPOBEHb IIIEAOYHOU

DOOCPATA3bI KPOBU Y PEBEHKA

C TAXKEABIM AEOUIINTOM JKEAE3A

Kadeppa nepuatpuu ¢ KypcaMu IepUHATOAOTUM U 3HAOKpuHOAoruu CI16. TTIMA,
KoHCyABTaTHBHO-AMATHOCTUYECKUM IeHTP AAG AeTel, C.-IleTepOypr

ITpo6nema sxenesonedunuraerx anemuii ((KIA) y nereii He
yTpaTujia CBOEH aKTyaJIbHOCTU, HECMOTDSI Ha OOJIBIIIOE YUCIIO
IIPOBEIEHHBIX HAYYHBIX UCCJIELOBAHNH 1 KIINHNYECKUX HABII0-
IeHUH. ITOMY CIIOCOOCTBYET HE TOJIBKO COXPAHSIOINIAACH BBI-
cokasi yactora skeaesogedumuTHbeix coctrodanuit (¢KIIC), oco-
0eHHO B aKTHUBHO DAacCTyIIleM OpraHu3Me, pacIIupeHUe
IUArHOCTUYECKUX BO3MOYKHOCTEM, HO ¥ BO3PACTAIOIINI 00'HeM
uHGOPMAIUY O BTOPUYHBIX HAPYUIIEHUSAX, O0YCJIOBIEHHBIX
atuM gaepunurom [1—6]. B Hacrosimiee BpeMsa He BBI3BIBAET
IUCKYCCUH (DAKT HAJIMYNA ITOBPEKIEHUN SIUTEINATBHBIX 10~
KPOBOB, 00yCJIOBJIEHHBIX cupeponenueii. K umeny tarmx
TIOBPEXKICHUH CJIeIyeT OTHOCUTH U OITUCAHHBIE MHOTIMY UCCJIe-
IIOBATEISAMY MUKDPOSPO3UYU CIUBUCTON O0OJIOUKU KEeTyIZOUHO-
Kuireunoro Tpakra [ 7—10]. BosHuKaroiue B CTPYKType cuje-
POIIEHIYECKOM SHTEPOIIATIIN MUK POKPOBOIIOTEPH, AUATIEIe3HBIE
KPOBOUBJINAHUSA 1 HAPYILIEHUA IIPOIIECCOB BCACHIBAHMS 3aMBbI-
KaIoT IIOPOYHLIA KPYT, e1e 6osiee yCyryoaas geduIuT :Keaesa
B oprauusme [11]. BerencTBre 5TOro MOMKHO OKUATH HELOCTA-
TOUHYIO 3((PEKTUBHOCTh IIPU WCIOJIH30BAHUU II€POPAIBHBIX

IpenapaToB JKeje3a, B TOM YHCJIe U IIPelapaToB TPeXBaJIEeHT-
Horo xeiyesa (heppyMmiek, mambTodep, depraTrym), a TaKkKe
IOSABJIEHUSA GMOX UMUUYECKUX MAapKePOB IIOBPEIKIEHUA I1€JIOC-
THOCTY KUIIIEYHOTO dnuTenns. VI3BBeCTHO, YTO BBICOKMH ITOKA-
3aTenb menouroi pocharassl (II1P) KPoBU MOKET COIIPOBOXK-
JaTh IATOJIOTMYECKUE NSMEHEHU PA3JINYHBIX OPraHOB, B TOM
Yuciie U HOBPEXKAeHNUA KUIeuHol creHKky [12—14]. B nepuog
¢ mapra 1o Hos6pb 2004 r. B KOHCYJIbTATUBHO-INATHOCTUIEC-
koM nmentpe nuaa gereit (KAL) Camkr-IleTepbypra OnLio
IPOBEJIEHO KJIMHUYECKOe HAOJIIOfEeHUE, COIIPOBOMKIAIOIIEECS
nOJO00HBIMY HAPYIIEHUAMU.

HeBouxa 0. B Bo3pacre 2 roga 3 mec Obla HarpaBIeHA
K CHeIUAaJNCTaM IIeHTPa — TacTPOSHTEPOJIOTY, I'eMaTOJIOTy
I YTOYHEHUA IPUYUHBI OTCYTCTBUA d(DGhEKTa OT JIeUeHUs
npenapaToM (eppyMJeK B CUPOIIE B Te€UeHUE 5 HENelb.

3 amamHe3a }XU3HU U3BECTHO, UTO LEBOYKA POAUIACE OT
IIT 6epemernocTu. I GepeMeHHOCTL ¥ MaTepu 3aKOHUYUIACH
BeIKHABIIIEeM, [I — memgunuHcKuM aboprom. Hacrosamas
0epeMeHHOCTD IIPOTeKaIa Ha (poHEe aHEMUU B IIEPBOU IIOJIOBU-
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