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TYBEPO3HbI CUHAPOM B PAHHEM
OETCKOM BO3PACTE

Yparbckas rocyapcTBeHHas MefULMHCKas aKafeMus

B nocnegHve rofbl yalie BCTpPevaoTCAa pasHoo6-
pasHble HacneACTBEHHbIE CUHAPOMbI U 60Me3HU, YTO CBS-
Wo C HapaCTaHWeM HOBbIX MYTaUWMW B nonynsuuwn, uto
asnseTca cneactenem HTP.

BnepBble Ty6epo3HbIii CUHAPOM WAU CUHAPOM
BypHeBuns onucaH B 1862 rogy M npeacTaBnseT cob6oi
reHeTUYeckn AeTePMUHMPOBAHHbLIA ramapTpo3 C ABYMSA
BapuaHTaMy NoOpaxKeHus reHos. [lepsbili BapuaHT TC
pa3BuBaeTcs Npu myTauun B obnactu Jq 34, BTOpOii - B
CBA3M C MyTauuein 16p 13, pacnonoXeHHOro Ha AANHHOM
nneve 16 xpomocombl. Yactota TC B nonynauum - 1.
100000, TMn HacnefoBaHWSA - ayroCOMHO-AOMWHAHTHBIN
(85% cnyyaeB - pe3ynbTaT HOBbIX MyTauwuii). B HacTos-
LLee BpPeMs M3BECTHO, YTO MyTaLus MNEepeynCrieHHbIX re-
HOB - OCHOBa /1 PasBUTUA TMMEPNAacTUYeCKHX MpoLec-
COB B CBA3W C YBe/IMYEHNEM B OopraHusme TybapuHa. 3ro
npuBOANT K BYropyaToMy CK/Iepo3y FO/I0BHOr0 mosra u
pAga NapeHX1MMaTo3HbIX OPraHoB, a TakXe K mMembpaHo-
naToNoOrMYeCKUM M3MEHEHWAM B MOYEYHOW TKaHW W Mo-
NHKHETO3HOI TpaHchopmauuyu nouvek. TC compoBoXfa-
etcs HapyLIEHUAMW KanbLWeBoro romeocTasa v CUMMTO-
MaMM NMOPaXKeHWs LeHTPaIbHON HEPBHOW CUCTEMBI.

BonbHble N MeTOAbl MCCNefoBaHUM

OunarHo3 TC 6blf1 BbICTABMEH TPEM AETAM pPaHHero
Bo3pacta OT 4-Xx MecsueB [0 2-X feT, MOCTy'NMUBLLMM B
OfKB c »anobamun Ha anUCUHAPOM. Y Bcex Habniopae-
MbIX [ieTeil Obl HebNaronoNyyHblii akyLepcKuii aHam-
Hes. 3aperncTpupoBaHbl Yrpo3sbl MpepbiBaHUA HepemeH-
HocTW, rectosbl | u Il nonoBuHbl 6epemeHHocTH, OPBU,
CTpemMuTeNbHbIE POfbl. Y 0fHOro pebeHka oTel, cTpajan
anunencvei, y BTOPOro - LMCTHLEPKO30M C 3MUCUHAPO-
MOM. Y TPeTLero - TeTs N0 MaTEPUHCKON AMHWM noruéna
or snunencun. Mpu 06BEKTUBHOM WCC/E[0BaH»TU BbIAB-
NANUCL 3NMNpunagku noauMopHOro xapakrepa. Y 2-x
[eTeil - TOHUKO-KNOHMNYeCKMe Cyfoporu, y 3-ro - manble
npunagkn Y 2-x feTeii aNUCUMHAPOM BO3HWK B Mepuofe
HOBOPOXAEHHOCTU, Y 1-ro 60/bHOTO - € 7 MECAYHOro
Bo3pacTa Cyfoporu BosHukanu fo 10 pa3 B CyTKW, mpo-
[O/MKUTENBHOCTL NPUCTY Ma A0 2-X YacoB. Bce feTu pesko
OTCTaBa/IM B HEPBHO-MCUXMYECKOM pa3BUTUW, [BOe feTeil
oTCTaBa/I B U3NYECKOM Pa3BUTUK, Y OJHOr0 pebeHkKa -
oxupeHre 1l cTeneHn HeNPO3IHAOKPUHHOIO XapakTepa.
Bce et umenn 5 1 6onee BHELWHWUX NPOABNEHWI Coean-
HUTENBbHOTKAHHOTO AWCaMbpMoreHesa: AWCNNacTUYHbIE
YLUHble PaKOBUHbI, CeANOBUAHbIN HOC, BbICOKOE roTuYe-
Cckoe He60, rMnepTeNopu3M COCKOB, 3MUKaHT 1 Ap.

B HeBpo/MOrMyeckom craTtyce BbisiBNEHbI NPU3HAaKK
nopaxenus YUMH (rnasogBurartesnbHble paccTpoiicTsa),’

nupaMufHole remunapesbl, 3KCTpanHpamufHole runep-
KHHe3bl, rugpouedanus, Mukpouedanus, a Takxe runo-
TanamMmmyecknc paccTpoiictea. BeretatmsHo-Tpodunyeckme
-y 2-X fieTeil, 3HAOKPUHHO-06MEHHbIe - Y BCeX AeTei (y
1-ro 60/1bHOTO - OXWpeHwue, y 2-X - TunoTpogus). Y oa-
HOro pebeHka oTMeyeHa aTpous 3pUTE/bHBIX HEpPBOB. Y
2-X feTell BbISBNEHbl aHOMasbHble XOpAbl MONOCTW NeBO-
ro Xesnyfouka.

[ns nocTaHOBKW AMarHosa MCMnosb30Baincb Kiu-
HUKO-FeHEeTUYECKHC MeTofbl, nposogunock Y3W 33r.
HCT, Bo Bcex cnydasx - MPT uan KomnbloTepHas TOMO-
rpagus ronoBHoro mosra. B moue uccnegosanmcb npo-
TEUHYpUA, XapakKTep MOYeBOro ocajka, Halauyue Kpu-
CTafiNoB OKCaNaToB W ypaToB. aMUHOKMUCAOTLI. B KpoBu -
remorpamMma, NpoTenHorpamma AunuAbl, KanblUui, goc-
thop, L.

Pe3synbTathbl

B ABYyX CeMbAX W3 Tpex UMenucb TUMWUYHbIE Chy-
yaun Ty6epo3Horo ckneposa. B ofHoli cembe TC y pebeH-
Ka SBNANCA CNopagnyeckum cnyyvaem. YUuTblBas Hacnep-
CTBEHHbIN XapakTep 3a60/1eBaHMA, NPOKOHCYNbTUPOBaHbI
1 06cnefoBaHbl 0TI 2-X AeTeld, cCTpajatolme anuaencu-
el U uMCTULEpKO30M. [lnarHo3 LUCTHLEPKO3a Yy OfHOro
oTua nocne obcnegoBaHms 6bin M3MeHeH Ha TC.

Y Bcex geTeit Ha MPT B 2-x mpoekyusx B 60/b-
WMX nonywapuax oTMmeyatoTcs 6yropyatble ovarm pas-
HbIX pasmepoB. ®UKCUPYOTCA Mefikue cy6anuHanManbHo
pacrnosioXeHHble o4arn. Xenygoykosas CUCTEMA C yMe-
peHHON rugpouedanbHOCTbl0  60KOBbLIX  XXenyf04KOB.
3aknoyeHne: MPT-kapTuHa COOTBETCTBYeT Gyropyatomy
ckneposy. Mpy KOMNblOTEPHOW Tomorpadun Yepena oOT-
MeYeHbl KafbLHHATbl B TUMMYHOM MecTe B 061acTu xe-
NYAO0YKOB, MO3Xeuka 6a3anbHblX raHrines

Ha 33 BbisiBNeHbl (IOKYCbl NaTONOTMYECKOW akK-
TUBHOCTW B /IeBOM MOJyLLApUN N BbICOKas rOTOBHOCTb K
napakcmsmam.

Yacto Bctpeyaemoro npu TC MoAMKWUCTO3a MoYeK
y HabnopaembIX fieTell He BbiABNEHO. [lBoe AeTeil nmenn
KNLWLWKO-NabopaTopHble MPU3HaKM AH3MeTabonnuyeckoi
HethponaTuu € oKcanaTHO-KanbLWEBOW KpucTannypuei u
ypaTypueil.

Y 2-x geTeii nmena Mecto rHmepamuHoauupgypus
(UMCTUHYPUS, TAULUHYPUA), HaNUYMe B MOYE CKOM/IEHUA
NeikoLMTOB, N3MEHEeHHble 3pUTPOLUTbLI f0 4-5 B n/3p.

Y 2-x peTeii OTMeyancs MOBbILWEHHbIA YPOBEHb
XO0NlecTepuHa KpoBU, CHUKEHUE KanbLusa CbiIBOPOTKN KPO-
BW, MOBbIWEHMWE aKTMBHOCTM LL®. MoXxHO npegnono-
XWTb, 4TO HapylueHne MeTabonm3ama NUNUAOB U KanbLms
- 3TO pPaHHW [MArHOCTUYECKU NPU3HAK BOB/EYEHUS B
naronoruyeckunii npouecc npm TC NoveyHoN TKaHw.

TeueHue 3a60/1eBaHUA 6bINO MPOrpeccupyoL M.
HecmoTpsa Ha aHTUKOHBYNLCUBHYIO Tepanuio, 3MUCUH-
[pOM TMONHOCTbIO He KynupoBsasncs, U AeTu noctynanm B
O/ KB nosTopHo.

3aKk/oueHne

Mpwn coyeTaHWn CTOWKOro 3NUCMHAPOMA UMK ApY-
rMX HeBPOSIOrMYeCcKUX CUMMTOMOB C CMMMTOMaMM, CBU-
[eTeNbCTBYOWMMN 0 MeMOpPaHOMaToN0rMyecknx unsme-



HCHHAX B MOYKAX (KPHCTALTYDHA. TPOTEHHYDUA, aMH-
HOULRAVPISL. IHITHAYPHS, NCHKOUUTYPUA U Ap.), cAedyer
AYMATH 0 HATHYHE Y 60mbHBIX TC.

Mporpecciporanne  MemGpanonaro1orHueckmx
HIMCTICHHIH MOKET MPHBCCTH K PA3BHTHIO MOUCYHHOIl He-
JOCTATOYHOCTH, YTO OMEHb YACTO ONPEIENAET MPOFHO3
npu TC. llopakeHHe NOueK ABIACTCA OMHUM H3 00R3a-
TeNbHbIX Npu3Hakos TC.
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®JIYOPECOEHATHBIA METO/ B OUIERKE
COCTOAHAA EOJIhHBIX
PACIPOCTPAHEHHLIMH ®OPMAMM
FHOWHOTO NEPATOHAUTA

VpaneCris rocy 1apCTBEHHAN MCAMIIIHCKASA aKkagemMusa

PacnpocTpaHeHHEIN THOMHEN NepHTOHUT (PTT).
ABASACH TSUKEABIM 1 OMACHBIM OCTIOAKHEHHEM MPH OCTPOit
XHPYPIHHCCKOR MAaTONOTHH, BCTpeuaercs 6oice weM y
27% GONBHBIX C OCTPHIMH XHPYPIHHYECKHMH 3a607ena-
HIWIMH OpraHoB Gpronmoit nonocri [3,4]. OrnocHTemsHo
BBICOXAs NeTanmbHocTsb (6,8-45%), TokecTs Tevenua [5,8],
GonblmME 3aTPaTl Ha neyeHHe GOMLHBIX OMPEETAIOT
AKTYaTbHOCTD 3TOH TpO6IeMblI.

CoBpemeHHbIT 3Tan H3yyerna mpobIeMsl CBA3aH C-

MPH3HAHHEM B KAMECTBE TINIABHOFO MATOTCHETHYCCKOTO
seena PITI passuTue sunorennoi mrrokcuxauns [3,6,7).

BaKABA MEXAHH3MOM KOMTIEHCAUMH YBEIHYEHHA
KOHUCHTPALUH NMPOIYKTOB METaGoMMIMa, XAPAKTEPHOTO
A4 MHTOKCHKAUMH, ABIAETCA 0OPA30OBAHME KOMILICKCOB
PA3/MHBIX COSIHHEHHH ¢ 6¢.aMM MIA3MBI KPOBH. YHH-
KA:IbHOA CNIOCOBHOCTBIO K KOMIUIEKCOOGpasoBanmio 06-
71JaCT CHIBOPOTOHbIN a166yMuH ~ 6EN0K, BBINOHAO-
wHii TPAHCNOPTHBIE (yHKunH. [Ipu ToKEN0M IHAOTOKCH-
KO1€ B OPrAHM3IME CO3AAIOTCA YCIOBHA AN 00pa3oBaHNA
qopM  ambymuHa ¢ uIMCHeHBIMH  (HBHKO-
NHMKYECKIMH XAPAKTEPHCTUXAMHE, MOAH(HUMPOBAHHOTO
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/THTAHAAMH, “ITO MPENATCTBYET 0OMEHY MOKITY TKAHANK i
COCYLHCTBIM pYCNOM. DEPEHOCY TOKCHHOB K OpraHay
ACTOKCHKAIMH — 6HoTpancdopmaumy. [1o3ToMY 0coboe
3HAMEHHC NTPEACTABIMOT MCTOABI, MO3BOJISIOLUME CYAHT,
HE TONLKO 0 KOMYECTBE, 1O M (DYHKIWHOHATLHOM aKTis-
HOCTH 21B6yMIHA. B 3TOM OTHOWICIHH MEPCHEKTHBHBLy
MPEACTABIAETCA HCMONMBLIOBAHHE MCTOAL (PIYOPECUCHT-
HBIX 30IL10B [2] 114 OLCHKH CBOHCTB CBA3LIBAIOLIMX Lien-
TpoB ae6yMuHa. Cpean Cro JOCTOMHCTB CREIYET OTMe-
THTE  HCMONBL30BAHHE - MHKPOKOMHHYECTB HCCICAYEMOro
MATEPHA, MPOCTOTY M OBICTPOTY BHIMONHCHUN AHANHIA
cnewH(r{HOCTE 1 HHGOPMATHBHOCTD.

B Hactosuwedipabore mpeacTaBreH KMHHHMCCKHi
OMBIT H3YMEHHA TWHAMMKH H3IMEHCHHH NapamMcrpoB. xa-
PAKTCPH3YIOILHN CBAILIBAIOILME UCHTPH! anbOVMHHA Me-
TOA0M (TYOPECUEHTHBIX 10H10B 46 60.TsHBIX ¢ PIT] pas-
AHMHOrO MPOHCNOKIACHNA H €10 ocnoAaicHuil. Cpenn Hix
Habmonatock 22 GOABHBIN C NEPHTOHHTOM ANMEHIMKY-
LIPHOTO mpoucxokaeHms. Y 8 6oasubix PTIT] 6b1a Bai-
BAH ICCTPYKTHBHLIM MAHKPEATHTOM. Y 6 GONBHLIX OTMe-
"EH MOCTTPABMATIMCCKHA nepuroruT. y 10 — PITI, so3-
HAKIDAH KAK OCNOAHENHC PA3Lr{HO# NaTONOTHH Opra-
HOB 6promnoii nozoctn. Juarnos 3a6oneraruii Gbin Be-
PHOMUHPOBAH HA OCHOBAHMH KINHMKO-NaGOPATOPHbIX
JAHHBIX.

AHTHOAKTCPHATLHAA  TEpanmMs  HAMMMANACh ¢
GonbUuLX WM MAKCHMATBHBIX 103 mpenapatos. [lpex-
NOTEHHE OTAABANOCH KOMOMHALMM Le(anoCHOPHHOB ¢
aMHHOTTMKO3HIAMH N METPOHHAA3010M. B mporpaniy
MH(Y3HOHHOI TEPAMUM BKIIOMANH PACTBOPHI L1 MApCH-
TEPANLHOTO MHUTAHHA BMECTE C BBEJCHHEM BHTAMHHOB
rpynnsl B n C.

OG6pa3is! CLIBOPOTKH KPOBH NO:Tyyami B 1-e, 3-H u
5-¢ CyTKn npeOHIBAUMA MAUMCHTA B OT/CIEHMHH. IMapan-
JCTBHO aHATH3IPOBAIHM O6pasisl CHIBOPOTKH KPOBH B
rpyane u3 23 mpaKTiMCCKn 300poBbix momeit (13 My
umt H 10 sxemumn, cpeanuit Bospact 49,140,5 ser). ko-
TOPBIE COCTABHIIH IPYNITY CPABHEHHA.

Meromom ¢ayopecueHTHBIX 30HA0B [2] ¢ noMo-
mplo Habopa peaxtneos HMMBL| «30H/-amsGymum»
(HUMBL «30H[T». Poccus) |1] #a AHAIM3ATOPE KOH-
ueHTpauun gunuaos AKJI-01 B 00pa3suax chiBOpOTKH
KPOBH ONpENENATH OOILYIO KOHLEHTPAHMIO aTbEyMHHA
(OKA) u 3dtexTiBHYO  KOHUEHTpALMIO amOyMHHa
(3KA). Ha 0ocHOBE H3MepACMBIX MAPAMETPOB PaccHHThi-
BA/IH OTHOCHTEIbLHBIH NapaMmeTp, NPeACTABAAOLIHI CO-
Goit otHomewuc IKA/OKAx100, BuipaceHusii B npo-
ueHTax. a tasoke Bemrunny OKA/OKA-1, nonyxmsmryio
HA3BAHKE «HHACKCA TOKCHyHocTE» (MT). Ilntn amammsa
6panu 0,025 Mn criBopoTkH KpoBH. OBpasus! CBIBOPOTKH
KpOBH GONBHBIX M IPYNIMbI CPABHEHHA NOCTYNATIH B OAHY
M TC k€ AHH H AHATH3HPOBALMCH B OJMHAKOBLIX YCTOBH-
AX.

PC3ynbTaThl MPOBEACHEBIX HCCEAOBaWMil mpen-
CraBcAbl B Tabnuue. Kak BuaHO M3 TabmmisL B rpynne
cpaeienna OKA cocraswia 3911 r/n, DKA pasnanacs
3412 r/n. TIpu pacmpoCTPaHEHHOM THOMHOM MEPIHTOHHTE
YXKC B NEPBhIE CYTKH HaOMOACHBA CHIDKCHEI 063 H3ME-
pAeMbIX napametpa: OKA - Ha 26% u DKA — na 47% no
OTHOMICHHIO K Ipyune cpaBHeHHA. Bcrneacrsue 3roro
NapaMeTp,  MPEeACTaBLAOWMA  co60if  OTHOWEHHC
IKA/OKA, B cryvae PITI cumkaerca va 30% u B 4 paia
BO3pacCTacT HHACKC TOKCHYHOCTH. OOpamaer mua cefs



