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HyrtputusHas noyiepkka OOJLHBIX B OTAEICHUAX PEAHNMAIIMNA M HHTEHCHUBHON TEepAIHN

Tpunuate JeT Ha3ax B 00JIaCTH MMTAaHUS MPOU30ILIA CBOErO pojAa peBojtouus. Bpaum u3 nerckoit
OonpHubl Punagenshpuu cMorinM jaokazaTh 3((EKTUBHOCTh MAPEHTEPATbHOTO IUTAHUA Yy JeTe ¢
BPOKJICHHOM  aTpe3ned  NUIIEBApUTEIBHOIO  TpakTa. XOTS OTO  JOCTHXKEHUE  COIPOBOKIAIOCH
OIpE/IeJICHHBIMU TEXHUYECKUMH M METa0OJMYECKUMH MpoOJeMaMH, OHO OTKPBUIO HOBYIO 3py - 3py
MHTEHCUBHBIX HCCIIEIOBAaHUM B 00J1acTU NMUTaHUS OOJIbHBIX, HAXOSALIMXCS B CTALlMOHAPE, U 3TOT UHTEPEC HE
yracaerT M CerojHs. XHUpPypru OCTaloTCsi Kak Obl Ha 'mepenHeM Kpae" HYTPULMOHHOW MOIICPKKH H
3aHMMAIOTCA TAKUMHU UCCIIETOBAaHUSIMU OOJIbLIE Bpayeil IpyruxX CHeUalbHOCTEH, U IPUYMH 3TOMY MHOTO.

Hapymenust mutaHust - 3TO OJMH M3 OCHOBHBIX (DAaKTOPOB, BIUSIOIIMX HA HUCXOJ XUPYPrHUECKOTO
3a00JIeBaHuUsl, © MHOTHUE XUPYPIUUECKUE BMEIIATENbCTBA MPEMSITCTBYIOT HOPMAIbHOMY MUTaHUIO, HHOTJA Ha
JUINTENIBHOE BpPEeMs - U 3TO OCOOEHHO aKTyalbHO Ul MAlMeHTOB C TSDKENBIMH TpaBMaMu. JlnurenbHoe
JICYEHWE B OTAEJIICHUM HHTEHCUBHOM TepamuM TakKe 3aTSArMBAeT BOCCTAHOBJIEHHE, a HalW4HME Tak
Ha3bIBAEMBIX KOMOPOUIHBIX COCTOSHUM (HampuMep, ajJkorojim3Ma, OOJe3HeH JIerKMX U 3JI0KaueCTBEHHBIX
oryXxoJieil) OOBSCHSIET HMCXOMHO CYHIECTBYIOIIME HAPYIICHHWS NUTAHUS Y XHUPYPTUYECKUX OOJBHBIX C
TSOKEIBIMU TpaBMamu. Koppemsuus Mexy HapyLIeHHSMH HUTAHUS U IUIOXUM HCXOJIOM XUPYpPrHUECKOTO
JICYEHHUS U3BECTHA YK€ JOBOJIHHO JAABHO.

B 1936 roagy Studley cooOmma o BbIpaXXEHHOM B3aMMOCBSI3M MEXIy IOTEped Beca U pPOCTOM
CMEpPTHOCTH TIOCTIE PE3CKIMH KETyaKa Y OONBHBIX S3BEHHOH 00se3Hpro. OH 0OHApyXWj, 4TO MPH MOTEpe
Beca B niepuonepannoHHsii nepuon B 20% cmeprHOCTh cocTaBuia 33%, a y MallMeHTOB ¢ MEHbILIEH NOTepen
BECa CMEPTHOCTb cocTaBMiia TONbKO 5%. bonee cBexxue uccienoBaHus MOATBEPAMIN B3aUMOCBS3b MEXKIY
CTENEHbI0 HYTPULMOHHOTO Je(pUIMTa U IUIOXUM MCXOJOM Yy OOJBHBIX XHUPYPrHUECKOrO MPOQUIIS.
Onpenenenue Hapyuienus numanus, Kak "neduIUTa NMUATATEIBHBIX BEIIECTB, KOTOPBIA COMPOBOKIAETCS
YBEJIIMYEHUEM pHCKa HEOJaronpusATHBIX KIMHUYECKUX CUTYallM U CHM)KEHHUEM 3TOr0 PUCKA MPH KOPPEKIUH
neunura’ 0COOEHHO TOAYEPKHBAET TaKyl B3aMMOCBS3b. TpyAHEE BCETO HAKOPMHTH OOJIBHBIX,
HAXOJALIMXCS B KPUTHMYECKOM COCTOSHUM WM TSDKEJIO TpaBMHUPOBAaHHBIX. [umepmerabonuueckas u
KaTaboJInyecKas peakiys Ha TPaBMy, IIIOK M CETNICHC PE3KO CIIBUTA€T HOPMAaJbHBIN HYTPULIMOHHBIA TOMEOCTa3
opranusMa. KarexonaMuHbl, HUTOKUHBl U MHCYJIUH MPHUBOAAT K PE3KOMY POCTY HEPro3arpar M YCKOPSIOT
KaTabosm3M OEIKOB U OOMEH BEIIECTB, & TOYHO OLEHHUTHh MOTPEOHOCTh TAKUX MAI[MEHTOB B MUTATEIbHBIX
BEIIECTBAX Mbl JJO CHUX HOp HE MoKeM. TakuM MalueHTaM TIopas3lo uvalle TpedyeTcs HyTpPHIMOHHAs
MOJ/IEP)KKA, MOCKOJIBKY OHM WHOT/IAa HE MOTYT TJIOTaTh M ecTh OObyHyro mnumty. K coxaneHuro, u3-3a
reTepPOreHHOCTH TOM MOMYJIALUYU NAlMEeHTOB TPYIHO pa3padoTaTh TaKue PEKOMEHAALUH, KOTOpble ObLIN Obl
MPUTOHBI TSl BCeX OOJBHBIX B KPUTUYECKOM COCTOSHHUH.

B naHHOl cTaThe AenaeTcs akUEHT Ha MPAKTHYECKUH MOAXOJ K OpraHU3allMy MUTAHUS Y NAllMEeHTOB
OUT xupypruyeckoro u TpaBMaToiorudeckoro npodmis. OObeM MyOIMKalMU HE TO3BOJISIET MPOBECTU
JeTajabHbIl 0030p BCEX AacCMEeKTOB HYTPUIIMOHHON NOJAEPKKH Yy Takux OosbHbIX. OCHOBHOE BHHMMaHHE
yaeIsIeTCsl OIICHKE HYTPUIIMOHHOTO CTaTyca, YPOBHIO HEOOXOAMMOM MOIJIEPKKHM U CIocoOaM BBEICHHS
npenaparos B OUT.

OLIEHKA INTOTPEBHOCTU B ITUTATEJIBHBIX BEIIIECTBAX

[Toka3aHus K HyTpULIMOHHON MOJAEP)KKE: BBIPAXKEHHbIE HApYLICHUs MUTAHUS, PE3KOE YBEIUYEHHE
METa0OJMUECKUX MOTPEOHOCTEH W HEBO3MOXKHOCTh IMUTAThCS CAaMOCTOSTENILHO B TEUCHHE ITUTEIHLHOTO
BpeMeHu. Bce 3TH (dakTopsl B TONH MM MHOM CTENEHH HMMEIOT MECTO OBITh y OOJBHBIX B KPUTHYECKOM
cocrossHuU. M Kak rpymnmna, 3Tu 60yibHBIE OYAYyT OYE€Hb CHJIBHO OTIMYATBhCS APYT OT ApPYyra - TO €CTh IpyMIa
OyZeT reTeporeHHO. Y MOXKHIBIX TPABMATOJOTHYECKUX OOJNBHBIX MOTYT OBITh COITyTCTBYIOIIME HAPYIIECHUS
NUTaHUS, TOT/Ia KaK y MOJOBIX 3Ta MpobiemMa OOBIYHO BCTPEYAeTCs HE TaK 4yacTo. Takue COCTOSHHS, Kak
TepMUYECKHEe TOBpEKAeHNUs, Tskenoe nopaxenue [THC, cencuc n onpeneneHHble KOMOPOUIHBIE COCTOSTHUS



(Hampumep, 37OKAYEeCTBEHHbIE HOBOOOPA30BaHMS WM AJKOTOJIM3M) YacTO COMPOBOXKAAIOTCS TaKUMHU
(U3HOIOrMYECKUMHU CIBUTAMU, KOTOpPBIE CaMU IO ce0e MOTyT BbI3BaTh TMIIEPMETA00IUUYECKOE COCTOSHUE U
katabomuzM. K coxalleHuto, ¥ 3T COCTOSHUSA, U OOYCJIOBICHHBIE MMH OHOXMMHYECKHE W3MEHEHHUS B
3HAYUTENIbHOM CTENEHU 3aTPYJHAI0 OLEHKY aJeKBaTHOCTH nuTaHud. [loatomy y mamuentoB OUT oueHky
HYTPUIIMOHHOTO CTaTyca HY>KHO MPOBOAUTH OCOOCHHO THIATENBHO, YTOOBI OPraHU30BaTh aJCKBATHYIO
HYTPULIMOHHYIO OJIEPHKKY .

[lepBpIM 1IaromM B OIEHKE MOTpeOHOCTEH OONBHOTrO, HAXOIALIETOCS B KPUTUYECKOM COCTOSHUU
BCJIE/ICTBHE TPABMBI, TOJKHO OBIThH BbISIBJICHHE (DAaKTOPOB pUCKa HapylleHui nutaHus. [lockonbKy 31ech Mbl
ONEpUpPYEM TOJBKO NPEANOIOKEHUSIMH, TO HAa MPAKTUKE 3TO OKa3bIBAECTCA JOCTATOYHO TPYIHBIM JI€TIOM.
VYBenuueHue pacxofa dHEPTUU M YCKOpPEHHE KaTaboim3ma Oenka, KOTOpbIE BBI3BaHBI TSKEIOW TPaBMOM,
3HAUYUTEIILHO BapbUPYIOT y pa3HbIX NanueHToB. CepHilHble M3MEPEHHS BCET1a MOBBIILIAIOT TOYHOCTh OLIEHKU
HYTPUIIMOHHOTO cTaTyca, HO B ycnoBusix OUT onu Bo3MoXHBI He Bcerna. Jlyumie Bcero, 4yTo HasbIBaeTcs,
MEPEKOPMUTH, YEM YITYCTUTh T€ BBIFO/Ibl, KOTOPBIE IAE€T PAHO BBOAMMAS HYTPULIMOHHAS MMOAACPAKKA.

Kax u npu nmo6om obcneoBaHUU MaleHTa, Jydile BCEro HayaTh co cOoOpa aHaMHe3a y TaIllMeHTa, ’
€CJIM HYKHO, TO Y WJIEHOB €r0 CEMbH. 3a4acTyi0 cCOOpaTh aHaMHE3 HE TIPECTABISIETCS BOZMOKHBIM, OCOOCHHO
B TMPUEMHOM OT/EJICHWH, BO BpEMs pEaHMMAllUd W Ha paHHUX JTalmax HWHTEHCUBHOW Tepamuu y
TPaBMHUPOBAHHOTO OOJILHOTO. AJIEKBaTHON peaKIMK HeJIb3s kAaTh OT 00JbHBIX ¢ moBpexaeHuem [IHC, y Tex,
KTO0 Haxoautcsa Ha HBJI, momydaer HapKOTHYECKHE AHAITETUKM WM aHeCcTeTUKW. [loaTomMy Takyro
MHGOPMAIIMIO MOXKHO TOJYYUTh OT WIEHOB CEMbU WIIM W3 3amucedl B aMOyJIaTOpPHOM KapTe WU Ipyrou
JoKyMeHTaluu. Kak u B ApyTrux ciiydasix, JaHHBIE O paHee EPEHECEHHBIX 3a00JIeBaHUSAX TTO3BOJISET OIICHUTD
HE TOJILKO HACTOSALIEe COCTOSIHME OOJIbHOTO, HO U €ro moTpedHocTH B OyaymieM. MTak, 4To HY>KHO Yy3HATb,
coOupasi aHaMHe3: HY>KHO 33JlaTh BOIIPOCHI O COCTOSHUU 3J0POBbSI B IICJIOM, MUIIEBBIX MPHUBBIYKAX, B TOM
YyHclie 0 NPUOIU3UTEIbHOM KOJIMYECTBE MUILHY, a TAKXKE O HelaBHEH MM XpOHUYECKOM norepe Beca. Kak yxe
TOBOPHJIOCH, OTMEUAETCS UETKO BBIPAXKEHHAS CBSI3b MEX]y MOTEPEN BECca ¥ YNUCIIOM OCJIOKHEHUH. B ycnoBusx
OUT Henw3sd Ha3BaTh BEC JOCTOBEPHBIM MPOTHOCTHYECKUM (PAKTOPOM HMCXOJla, MOCKOJIbKY OH OoJblie
OTpa’kaeT U3MEHEHHs BOJHOTo OajaHca, a He pealbHOM Macchl Tena. Ecnu 601e3Hb BO3HUKIIA OCTPO, TO JIeTde
OLICHUBATh BeC, KOTOPBIA OONBHONM MMeNn A0 rocnutanuzauuu. llomyuenume uHopmanmuu O COCTOSHUU
3I0pPOBbS B LIE€JIOM M MUILEBBIX MPUBBIYKAX MO3BOJSET ONPEACTUTH LEIH HY TPUIIUOHHON MOACPHKKH.

Takke HY’>KHO OLICHUTh COOTHOILIECHHE XWUPOBOM M MBIIIEYHON TKaHeu. TenocioxeHue, OTEKH,
BBIPXEHHOCTh MBI, U TPU3HAKU TUNOTPOPHH - 3T (PaKTOPHl HEIb3s yMyCTUTh W3 Buua. CHIDKEHUE
MBIIIEYHOM MacChl yKa3bIBAET HAa MPEALIECCTBYOIINE HAPYIICHUS MUTAaHUA. XOTs TAKUE aHTPOIIOMETPUUECKHE
U3MEPEHUs], KaK OMpEeNeJICHUE TOJIIMHBI TPUIETICA U OKPY>KHOCTH MBIIIL MPEAIIeYbsi, MOTYT OKa3aTbCs
0oJiee TOCTOBEPHBIMH, YEM OOIIHI OCMOTpP, OHU MaJI0 YTO MPUOABISAIOT K OOIIEMY BIICUATICHUIO O OOJIBHOM.
OTu u3MepeHus ObIBaeT TPYIHO OIEHUBATH MPH arpecCHUBHON WH(Y3MOHHOW Tepamuu, KOT/Aa IMOJKOKHAsS
KJIETYaTKa MOXET CTaTh OTEUYHOMH. B 00111eM, MOXKHO CKa3aTh, 4TO OT aHTponoMeTpuu B ycioBusax OUT mpoky
MaJlo.

OueHka TSDKECTH TpaBMBL, a TaKXKe TSKECTH JIOO0r0 COMYTCTBYIOLIETO 3a00JIeBaHMS TaKkKe
MO3BOJISIIOT ONPEAETUTh MOTPEOHOCTH B HY TPUIIMOHHOHN Toziepkke. OOIIMPHBIE 0XKOTH, TSHKEI0E TTOpaKeHHUE
IHC c¢ pnutenbHOM KOMOM, THIIEPAKTUBHOCTH M MHOXKECTBEHHBIE TIE€PEJIOMBI MOTYT 3HAYUTEIBHO
CTUMYJUPOBAaTh METa0OMM3M W YBEIUYMBATH MOTPEOHOCTH B HYTPUIMOHHOW mojaepkke. Takue
OCJIO’)KHEHHUS, KaK OCTPBhIM MOCTTPABMATHYECKUM WJIM AJIKOTOJIBHBIA MMAaHKPEATUT WM MPOKCHUMAaIbHbBIN
KHILIEYHBIN CBUILL SIBJSIOTCS MTPOTUBOINOKA3aHUAMH K SHTEPAIbHOMY MUTAHUIO B TEUEHHUE JOJTOr0 BPEMEHU U
MOTYT COIIPOBOKJIATHCS TUIIEPMETA00IN3MOM.

OmnpeneneHre KOHIEHTPALUK CHIBOPOTOYHOTO ALOYMHHA TAaK)KE TMO3BOJISET BBISIBUTH MAIIMEHTOB C
HapyILICHUSMHM IMUTAaHUA U OLEHUTh PUCK OCIOXKHEHMI. XOTS Ha 3TOT IOKA3aTelb MOTYT BIIMATh MHOTHE
daxTopsl, Takue, Kak CUHTE3 OesKa, KaTaboIu3M, OYeUHbIe MOTEPH U Ae()EKThl pa3BeICHHs, CHIBOPOTOYHBIN
albOyMHH OCTaeTCsl yAUBHUTEIHHO JIOCTOBEPHBIM MPOTHOCTHUYECKUM (akTopoMm A ucxona. HemaBHo Obuio
npusezieHo uccaenoBanue 54 000 manueHToB, y KOTOPBIX OMPEAEIsIA YPOBEHb CBIBOPOTOUYHOTO alb0yMHUHA B
MIEPUONEPALIMOHHOM TEPUOAE, W Pe3yJbTaTbl €ro MOKa3aJd, 4YTO 3TOT I0KA3aTeNb SBISIETCS Ba)XHBIM
MPOTHOCTUYECKUM (PAKTOPOM CMEPTHOCTH M OCJIOKHEHHUH KaK XUPYPrHuecKOro BMEIIATEeIbCTBA CAMOTO IO
cebe, TaKk U BO3HUKHOBEHUS T'€HEPATM30BAHHOTO CEICHca, MTHEBMOHMM U TIyOokoW paHeBoil nHpekmuu. K
coxkanennro, y nanuentoB OUT Ha koHIIEHTpaIuio anpb0yMiUHA MOTYT BIHSITh MHOTHE (DaKTOPEI.



YpoBeHb CHIBOPOTOYHOI'O aJIbOYMUHA MaJiaeT NpU pa3BeleHUH, BbI3BAHHOM MH(Y3HOHHOM Tepanueil u
BCJIE/ICTBUE TOTO, YTO MEYEHb IpPH JI0OOM cTpecce 3ameisier cuHTe3 Oenka. B OUT 3ty ¢akropsl yacto
coyerarorcs. J[pyrue cbIBOPOTOUYHBIE OEIKHU, TAKHE KaK TpaHCQEppUH U MpeanbOyMUH, TAKKe UCCIIEA0BAINCH
B OTHOIIEGHHH TPOTHO3a, HOP UYBCTBUTENBHOCTH JTHX METOAOB OKa3ajach OYEHb HEBBICOKOM.
MHoronapamMeTpoBble MMOKa3aTeN, TaKMe KaK MPOTHOCTHYECKUI MHIEKC MHUTaHUs, KOTOpPble OCHOBAaHbI Ha
OTIPENICIICHU CHIBOPOTOYHOTO aNbOYMUHA M JPYTUX CHIBOPOTOYHBIX OEIKOB, KOHEYHO IMPHBIIECKATEIHHBI, HO
rpoMo37Koe 00cie0oBaHHe OTpaHHYMBAaeT WX HpuMeHeHue. MccnenoBaHus sHepreTHyeckoro OajaHca B
ycnoBusix OUT nmpuMeHsIOTCs ¢ LENbI0 OIEHKH aJIeKBAaTHOCTH JiedeHus. Yare BCero UcCienyoT a30TUCThIN
OanaHc, Tak Kak 3TO MpocTo M Henoporoit meron. OOMeH Oenka, KOTOPBI TOBOPUT O KaTaOoJIM3Me WU
aHa0OJIM3Me PACCUUTHIBACTCS CIEAYIONIMM O00pa3oM: a30T, BBIBEACHHBIM C MOYOH, OTHUMAETCs OT a30Ta,
HPUHATOrO C NMUIIeH 1o popmye:

A3otucTbIi 0ananc = (0es10x mumu/6,25)-((a3oT moueBnHbI MO4H/(,8)+4).
[TonoxuTenbHbIN a30TUCTBIN OanaHc, 00BIYHO KosebusieTcst oT 2 10 4 T a30Ta B JIeHb, FTOBOPUT 00 aHabosIn3Me
- KeNaTeNbHO JAOCTHYh Y OOJBHOTO WMEHHO TAaKOTO COCTOSHHS, OJHAKO 3TO OBIBaET TPYIHO, OCOOCHHO Y
OOJIbHBIX B KPUTHYECKOM COCTOSIHMM. Korjga mMeer MecTo BbIpaK€HHBIN THIlepMeTabosiu3M, TO 3Ta LEb
NPaKTUYECKH HETOCTHKIMA.

Taxoke MOKHO MU3MEPHUTh SHepreTuueckuit 6ananc. Takue Gpopmyibl, Kak, Hapumep, popmyina Harris-
Benedict mmu gopmyiia HempsAMON KalOpUMETPUH, UCTIONB3YIOTCS Yamie Bcero. YpasHenue Harris-Benedict,
KOTOpPOE€ OBUIO BBIBEIEHO C YYaCTHEM MOJIOJBIX 3/0POBBIX J0OpPOBOJBLEB, TpeOyeT ONpeneIeHHbIX
MOMPABOYHBIX KOA(PPHUIMEHTOB, €CIU HCIIOIB3YETCA B OTJCICHUSIX WHTCHCUBHOU TEpamuH, OHO J0CTaTOYHO
IIPOCTOE, HO HMHOIJA JAeT 3aBbIIICHHbIE YHepreTuueckue norpedHocTH. CaMblil TOYHBIM METOJl OLIEHKH
noTpeOHOCTEH B MUTAHUM - 3TO HENpsMas KaJOpUMETpus. JHEPreTUYeCKHe MOTPEOHOCTH PACCUUTHIBAIOTCS
Ha OCHOBAHMHU MOTPeOJEHUs KHCIOpOoAa M O0pa3oBaHMs YIVIEKHUCIOTO TIa3a, OJHAKO ATOT METOJ O4YEHb
TPYAOEMOK M ClIOXKeH. Ha ceromHsmHuil 1eHb, HESICHO, OTPa)kaeT JIM 3TOT METOJ| peajbHble MOTPeOHOCTH,
IIOCKOJIBKY €T0 Pe3yJIbTaThl MOKHO MOJYYUTh TOJIBKO B IIOKOE.

INHOTPEBHOCTHU B KAJIOPUAX U BEJIKAX

VY TpaBMaTONIOrH4eCKOro OOJIBHOIO B KPUTHUECKOM COCTOSTHUM LI€/Ib HyTPUIIMOHHOHN MOAEPKKHU - 3TO
HE 3aMeIleHHe, a COXpaHeHHEe. Y TaKOro HalMeHTa MMEETCS] MHOXKECTBO (DaKTOpOB, KOTOpBIE BIHSIOT Ha
3(QPEKTUBHOCTh HA3HAYEHUs HK30T€HHBIX IHUTATENIbHBIX CYyOCTPAaTOB, W 3aTPYAHSAIOT HPEJOTBPALICHHE
KaTtaboyin3Ma, BHE 3aBUCUMOCTH OT YpPOBHS HYTPUIMOHHOM MOMJIEpXKU. [l NMKBUIAIMHM Pa3IWYHBIX
IPUYMH TUIEPMETa00IMUECKOTO COCTOSIHUA TPEeOYIOTCA U ApYyrue METO/bl MHTEHCUBHOM Tepanuu, I03TOMY
HYTPHULIMOHHYIO TOJAEP)KKY KakK JONOJHHUTENbHBIM MeToa JedeHus. Hampumep, Henb3st mepeBecTH
KaTaboJINYEeCKOe COCTOSHHE CEICcHca B aHAOOIMYECKOE TOJIBKO C IMOMOINBIO HYTPULIMOHHOM MOJAEPIKKH,
Oosiee TOro, Takue MOMBITKU 0€3 COOTBETCTBYIOIIETO JICUEHUS MOTYT 3aKOHUMTHCS IUIAYEBHO, MOCKOJIBKY
YBEJIIMYUTCS BBIPAOOTKA YIJIEKUCIOTHI, OTJIOKEHHIO )KUpa U TJIMKOTeHa U MEeYeHH U K runepriukemun. ITocie
KOPPEKIMH TUIePMETa00IMUECKOT0 COCTOSHUS JIydllle BCETo MepeBecT OOJIBHOTO B COCTOSIHME aHA00IN3Ma,
Y BO3HUKHET KOMIIEHCALlUsl METa0O0IMYECKOro cTaryca.

Mertabonnueckasi peakiusi Ha CTPECC M MOBPEXKICHHE MOXKET 3HAYUTEIbHO OTIMYAThCA 110
MHTEHCUBHOCTH B 3aBHCHMOCTU OT rosiofianusi. Bo BpeMs rosonaHus opraHu3M IbITaeTCs aJalTHPOBATHCS
MyTEeM CHMKEHHUSI CKOPOCTH MeTabosn3Ma. 3amachl IIMKOT€Ha MCYe3aloT B MEpBble 24 yaca ToNoAaHusi, U
OCHOBHBIM MCTOYHHUKOM PHEPIUU CTAaHOBUTCS XKuUp. OCHOBHON 00bEM Oenka OCTaeTcs HEU3MEHHBIM 10 TeX
1op, MOKa MPOIIECC He 3aiIeT T0CTaTOYHO AajeKo. Y OOJIBIIMHCTBA MAIlMEHTOB B KPUTHUYECKOM COCTOSIHUU
HACTylaeT TUIEpPMeTab0INYEeCKOe COCTOSHHE, KOTOPOE XapaKTepU3yeTcs BbIPRXKEHHBIM OTPHULIATEIbHBIM
a30TUCTBIM OanaHcoM. CKOpOCTh pa3pylIeHus TKaHeld BO BpeMs roJOJaHMs MOBBIACTCS B JBa-TPHU pasa.
Bo3zpacraer nunonan3 M HacTymaeT COCTOSIHUE OTHOCHTENBHOTO HAapyLICHHMs TOJIEPAHTHOCTH K IJIIOKO3€,
BCJICJICTBHE YETO MOBBIIIACTCS KOHLEHTpAIMsd MHCYJIWHA B KpOBU. Bce 3TO TrOBOPUT O TOM, Kak CIOXKHO
BbIOpAaTh MNPAaBUJIbHYIO TaKTHUKY HYTPUIMOHHOM MHOJAEPKKH y NAlMEHTOB B KPUTHYECKOM COCTOSHHM.
KonndecTBO yrieBogoB U KHUPOB JOKHO OBITH TaKUM, 4TOOB MUHUMHM3HPOBATH JIMIIONIN3 U pacmaj Oelka.
Takum 00pa3oM, NOCTYIUIEHHE MUTATEIbHBIX BELIECTB JOJKHO COOTBETCTBOBATH MOTPEOHOCTSAM OpraHU3Ma.
HenocrarouHoe wuian M30BITOYHOE NHUTAHUE MOXET OKa3aTbCcsd POKOBHIM. JloNroBpeMeHHOe [eicTBHe
HE0OCTaTOYHOIO MUTAHUSA H3BECTHO XOPOLIO - HEJOCTAaTOYHOE IOCTYIUIEHHE KaJopuil olecrneunBaeT
YBEJIMYECHUE YACTOTHI OCIOKHEHUH U CMEPTHOCTH.



Hy’xHO 3HaTh ¥ OMACHOCTH HU30BITOYHOTO MUTAHUS:
yCKOpeHue MeTabonn3ma

yBEIHUEHUE TOTPEOICHHS KUCIOpOaa
THIEePTITUKEMHUS

JeTUApaTanus BCIEACTBAE OCMOTHYECKOTO INype3a
OXXKHUPCHHE TTCUCHH

YBEJIMUCHUE TPOTYKIIUN YTICKUCIOTHI

YAJIMHEHUE CPOKa 3aBUCUMOCTH OT BEHTUJISTOPA
neperpysKa >KUIKOCThIO

AIIEKTPONIUTHBIN qucOamaHc

BaxHo, 4TO XHMpBHl 00ECIEUMBAIOT aJEKBAaTHYIO pabOTy MMMYHHOH cucTeMbl. [[ns Toro, 4roObl
npenynpeauTb AePUIUT HE3aMEHUMBIX JKUPHBIX KHCIIOT, PEKOMEHIYyeTcsl, 4ToObl He MeHee 5% CYyTOYHOro
Kajmopaxka ObUIO OTBelIeHO Ha Noyto kupoB. [locie ompeneneHus MOTPeOHOCTH B HEOEIKOBBIX KaTOPHSIX,
HEOOXOAMMO IIEHUTH MOTPEOHOCTH B Oenke. B OONBIIMHCTBE CilydaeB 3TO JIETAETCS HA OCHOBAHUH OICHKH
COCTOSIHUSL OOJIBHOTO, 0€3 KaKuX-IH00 CHerUPUIECKUX U3MEPEHUN. Y B3pOCIOTro YeJIOBEKa, MOyYarollero
0e30eMKOBYIO0 NHETYy, UMEETCS TaK Ha3biBaeMas "oOs3atenbHas" moteps Oenka - 20-30 rpaMMOB B JICHbB.
[ToaToMy B JeHB YENOBEK JOJHKEH MOIydaTh He MeHee 60 rpaMMOB Oelka, 4TOOBI MPEAYNPEAUTh €T0 TIOTEPH.
[Ipu rumepMeTaboIMUECKOM COCTOSHUHU y TSDKENBIX OOJIBHBIX pacrajl U CHHTE3 OeiKka OOBIYHO YCKOPEHHBI,
OJIHAKO CO CIBUTOM B CTOPOHY KataOonu3ma. bonbHbIe MOTYT TepsTh 10 1% Oenka OT BCero ero Kojam4ecTBa
B JeHb. HyTpuunonHas nojaaepxka - Kajopudeckas ¥ OeiaKoBasi MO3BOJISET YMEHBIINTh OTEPH, HO OHA HE
BCET/Ia MO3BOJISICT JOCTUYb MMOJIOKHUTEIHLHOTO OanaHca.

st Tsxenoro 60715HOTO 0OBIYHO PEKOMEHIyeTCs B IeHb OT 1,5 1o 2,0 rpaMmMoB Oenka Ha KHJIOTpaMM
Maccel Tena. Ecnu mpenmnonararoTcst O0ibliMe MOTepu Oelika, KakK, HAMpUMep, Y MAIHUEeHTOB CO CBHINAMU
KETYJIOYHO-KUIIIEYHOTO TpPaKTa, NpH "OTKPHITOM J>KMBOTE" WJIM TPU CHHIPOME OOIIEro PEaKTUBHOIO
BOCIAJICHUS, TO TMOTPEOHOCTh B Oe€iKaXx MOXKET emie OoJbllle BO3pacTd. BONBIIMHCTBO wHcciemoBarenen
TOBOPUT 00 yBEIWYEHUU MOTPEOHOCTH B OCJIKE MPH OXKOTaX, CENCHUCe W TpaBMax, HO MPHU ATOM OOJIbHBIC
HUYETO HE BBIUTPBIBAIOT MPHU MOCTYIUICHUU Oelika cBbIlie 1,5 rpaMMOB Ha KUJIOTPaMM HJICATBHON MacChl Tela
B cyTkd. OJIHAKO 3TO BEPHO TOJBKO JJISi B3POCIBIX, HO HE AJs JAeTed, KOTOPhIM HYKHO Oouiblie Oenka B
nepecyeTe Ha KUJIOTPaMM MacChl Teja.

CuuTtaercs, 4TO HEKOTOPbIE AMHUHOKHCIIOTHI OCOOCHHO Ba)KHBI TIPH KPUTHYECKUX COCTOSTHUSX, OJTHAKO
TIIIOTAMUH CYUTAETCsl YCIOBHO HE3aMEHHMBIM MPHU CTPeccax, TaK Kak MOHUKAETCA ero o0mias KOHIEHTpalus
B opraHu3Me. B HopMe TIFOTaMUH BCACHIBACTCS M3 TIPOCBETA KUIIICUHUKA, U SBIISICTCS OCHOBHBIM HCTOYHUKOM
SHEPTUM I SHTEPOLUTOB, U TpeOyeTcs i ObICTPO AENAUINXCA KIETOK UMMYHHOU cucTembl. [lockonbky
TJIOTAMHH B PAacTBOpPE HECTAOMIIEH, €ro He JJ00aBISIOT B KOMMEPYECKHE pPAaCTBOPHI aMHUHOKHCIOT ISt
napentepanbHoro nutanus B CHIA. Xots O6bU10 MOKa3aHO, YTO TNIIOTAMUH CHIXKAET 4aCcTOTY MH(EKIIMOHHBIX
OCJIOKHEHHWH Yy TAIMEHTOB, TMEPEHECHINX TPAHCIUIAHTAIIMI0 KOCTHOTO MO3Ta M YBEIIMYMBAET BCACHIBAHHE
MUTATENbHBIX BEIIECTB y OONBHBIX C CHHAPOMOM KOPOTKOM KUIIKH, TOTPEOHOCTh B HEM JI0 CUX MOP OCTAeTCs
HESICHOM. APrMHHH, TAK)KE€ CUUTAKOUIUKCS yCIOBHO HE3aMEHUMOW aMUHOKHUCIOTOW, MPUHUMAET y4acTHUE BO
MHOTHUX MeTa0OJIMYeCKuX TMpoIleccax, Hampumep, B BbIOpoce TOpMOHAa pocTa U (PYHKIHMOHUPOBAHUU
MMMYHHOH CUCTEMBI.

Pa3BeTBieHHBIE AMUHOKUCIIOTHI - 3TO HE3aMEHHUMbIE AMHHOKHUCIIOTHI 1 OCHOBHOW MCTOYHUK SHEPTUU
JUTSI TIepUEPUUSCKUX TKaHEeH, TaKWX, KaK CKEJICTHBIC MBITIIBI. XOTS UX J0OABJICHHUE B PAIlMOH W YJIydIlaeT
a30THCTBHIM OanmaHC, paHAOMU3HPOBAHHBIC, MPOCHEKTUBHBIE HCCIEAOBAHUS HE CMOTIH MOATBEPAUTH WX
BIUSHUS HA UcXoi. VX MpUMEHEeHNE Y TAIUSHTOB C IMEYCHOYHOU dHIIe(aIonaTiHeld MOKET CHU3UTh YPOBEHb
JIO)KHBIX HEUPOTPAHCMUTTEPOB, 0OPA3YIOLIUXCS B pE3yIbTaTe METa00IM3Ma apOMAaTUYECKUX aMUHOKHUCIIOT.

BPEMS HASHAUEHUS HY TPUIIMOHHOM IO JJIEPXKKU
VY TpaBMaTon0ruueckux 00JIbHBIX B KDUTHUECKOM COCTOSIHUM HYTPHULIMOHHAS MOJAEPKKA MOKET JaKe
Oosiblie, 4YeM NPEAOTBPATUTh OCJIOXKHEHUS WIM TuOenb NalMeHTa oOT rojojaHusa. Peryiauposanue
THIIEPMETAa00INIECKON peakuuy Ha TOBPEXKICHUE, CHIKEHHE YnClia WHQEKIHMOHHBIX OCIIOKHEHHH W
COXpaHEHHE IIEIOCTHOCTH CIM3HCTBIX 000JIOUEK KUIIEYHHKA - BOT YTO MOXKET HYyTPUIMOHHAs MOJAEpIKKa.
OnTumanbHOE BpeMsl Hauajia MPOBEACHUS HYTPULIMOHHON MOJJEPKKU JUISl TOCTHKEHUS THX LEele 10 cux



IIOp HE OIpPENEICHO, OJHAKO CYLIECTBYIOT OINpEACICHHbIE TEHACHLINUH, KOTOpbIE CTOUT IOHATh. B
OOJIBILIMHCTBE CIIy4yaeB SHTEpaAIbHAsI WM MapeHTepalbHas HyTPULIMOHHAS MOJIEPKKa B MEPUONIEPALITOHHOM
nepuojie 601bHOMY 0€3 HapylleHHH MUTaHUs WK OOJIbHOMY C HETSDKEJIOHW TpaBMOHM He Moka3aHa. XoTs
TOYHOTO ONPEACICHUS HemsANHCcel0l mpagmbl HET, MOKHO OTHECTH K 3TOH KaTerOpUH MOJOJBIX JIFOJeH 0e3
TSKEJION COMYTCTBYIOLIEH MaTOJOTHH, KOTOPhIE MOTYT €CTh CaMU OyKBaJIbHO Ha CIIEAYIOUIUH J1€Hb, IOITOMY
UM HYTPHIIMOHHAS MOJJCPKKA HE HYXHA. XOTS Y HUX M TPOUCXOIUT HEOOJbIIAs MOTEPs BECa, OHH JIETKO €
IIEPEHOCAT, W HA3HAYEHUE HYTPULMOHHOM MOAJEPKKM HE YIydllaeT TaKuUX IIOKa3aTelel, Kak
POJOKUTEIBHOCTh TOCTIUTANM3AIUMN U MHQEKIHOHHbIE OCIOXHEHHA. OJHAKO Mocie TPaBMbl HYXHO
NpUCTAIbHO HaOmoAaTh 3a OoibHBIM. Korzma pasBuBaroTCs Takue OCIOXKHEHHUS, KaK HECOCTOSATENbHOCTh
aHacTOMO3a WJIM TaHKPEaTUT, ObIBaeT MOKa3aHa HYTPULMOHHAs mnojjepxka. OObIYHO CTOMT HPHUHSATH BO
BHUMaHME Takue (haKTOphl, KaK BO3PACT MAlMEHTa U COMyTCTBYIOLIME 3a00JI€BaHUsA, KOTOpPbIE caMU MO cebe
MOTYT CTaTh NOKa3aHUSAMU K HYTPUIIMOHHOM MOAJIEPKKE J1aXKe MPU HE3HAUUTEIbHON TpaBMe.

[Tpy KpUTHYECKUX COCTOSIHUAX HYTPULMOHHAs MOJAEp)KKa MoKa3aHa J000My OOJBHOMY, KOTODBIH B
TE€YEHHE JUIUTEIBHOIO BPEMEHH HE MOXKET €CTh CaM, WM y KOTOpPOro JI0 HAcCTOSILEro 3a0ojieBaHUsl ObLIM
HapymeHust nutaHus. [IpakTuyecku BceM 3THUM OOJBHBIM MPOBOJATCS Pa3sHOOOpa3HbIE BMEIIATENbCTBA -
HaTpuMep, MHTYOAlusl TpaxeW, y HUX MOXKET OBITh KHIIEYHas HEMPOXOAMMOCTH B IIEPHOINEPATTOHHOM
nepuoJie, WIK HapyLEHUs TJOTaHMs, YTO HCKIIOYAaeT HAa3HAYEHUE OOBIYHOrO OOJBHUYHOIO CTONa. XOTH Y
TaKoro OOJIBHOTO MOXKET ObITh FMIEpMeTad0 MHUTaHUSA. MH(APKTY IOC]IE Hayalaa 3HTEPAIbHOTIOJIM3M, CTOUT
HauMHAaTh HYTPULMOHHYIO MOJAEP)KKY TOJIBKO IOCie CTaOWIM3aluu cOocTOsiHUA TremonuHamukd. Illok
NPUBOJAUT K CHWKECHUIO NMEepPPy3UH TOHKON KHUIIKHM U MOKET MPUBECTH K €€ UIIEMHUH WU WH(ApKTy HOCie
Hayajla SHTEPaIbHOrO NMUTaHusA. HeKoTopele HccaenoBaTeny CpaBHUBAIOT SHTEPAIBHOE 30HA0BOE ITUTAHUE CO
cmpeccoeviM mecmom AJid TOHKOM KHUIIKH, W MPEANojararwT, YTO MIIEMHUYECKUE OCJIOKHEHUS Yallle BCEro
BO3HUKAIOT B CBSI3M C HEOKKIIO3MOHHBIM 3aMEIJICHUEM IPOXOXKIEHHUS COIEPKUMOIO KHIICYHUKA.
Mertaboanueckue HapyleHHs, TaKue KaK HapyLIeHHE TOJEPAaHTHOCTH K TJIIOKO3€, M3-32 Yero BO3HUKAIOT
TMIIEPIVIMKEMUsT M OCMOTHYECKUH Juype3, caMu 10 ce0e MOIyT CKOMIIPOMETHUpPOBAaTh COCTOSIHHE
reMOJUHAMUKHU.

Wtak, nenb HyTPULMOHHOM MOAJEPKKHU - 3TO BOCHOJHEHHE MOTPEOHOCTH B KAJOPHSIX M OelKax H
perysius MeTaboJIMYeCKUX peakiyil opraHu3Ma, OJHAKO ITO €Ille HEMoJIHAs KOPPEKUUs HYTPHULIUOHHOTO
nedunmra.

[Ipeumy1iecTBa MapeHTEPaIbHOIO MUTAHUS JOBOJIBHO Xopowo u3BecTHb! Bpauam OUT. M3BectHo,
YTO MHOTHE MAalMeHTbl XUPYPIUYECKOro MPO(UIIS UMEIOT MPEIIeCTBYIOMUN JePUIUNUT MUTAaHUs, KOTOPBI
YBEJIIMYUBAET PUCK HEOIAroNpHUATHOTO UcXoaa. MOXKHO TakKe MPENOoI0KUTh, YTO BCE OOJIBHBIE C TSKEIBIMU
TpaBMaMHU HaXOJATCS B TUIIEPMETA00IMUECKOM COCTOSTHUM, U YTO PAHHEE Hayalo NapeHTEePaIbHOrO MUTaHUS
MOKET YIy4IIUTh UCX0. YTOOHI elie JyyIe onpeaeauT NPeuMyIecTBa NepruonepaluoOHHON HY TPUITMOHHON
MOJJICPKKHA,  OBIJIO  TMPOBEACHO  HCCIEAOBaHWE,  TMOJACp)KaHHOE  AMEPHUKAHCKOW  accoluanuen
NapeHTEPAIbHOTO M SHTEPAIBHOTO THTAaHUS M aMEPHKaHCKOM accoluanuei J1e4yeOHOro MHUTaHUS.
UccnenoBanue 3akimouanoch B 0030pe AOCTymHON JnuTepaTypbl. I[lomHOe mnapeHTepadbHOE IHTAHHWE B
NEPUONEPALIMOHHOM TIEPUOJIE CHMKAET YHUCIIO IOCIECONEPALMOHHBIX OCJIOKHEHHH mnpuMmepHo Ha 10% y
MAUCHTOB C HapyULICHWsAMM NUTaHWs. PyTHHHOE NpPHMEHEHHE IOJIHOIO IAPEHTEPaIbHOrO IUTAHHUS B
MOCJICONEePAIIHIOHHOM MEPUOJIE Y TAKUX K€ OOJIBHBIX, K COKAIECHUIO, YBEIMUUBACT PUCK MOCIEONEePAlIMOHHBIX
OCJIOXKHEHUH, B OCHOBHOM MH(EKIMOHHBIX, B TEX K€ Mpeeax.

Takum 00pa3oM, HUKAKOH pasHHIIBI B OCIOXHEHHUSIX MEXIY TeMU OOJbHBIMHU, KOTOPHIM Ha3zHAYaJIH
paHHEe 30HJ0BOE NMUTAaHHE M TEMH, KOTOPbIC MOJIy4ald CTaHIAPTHYIO OOJIBHUYHYIO €1y, He ObUIO, XOTs
KOJINYECTBO OOJIbHBIX, BKIIOUEHHBIX B MCCIIEOBAaHUE, ObIJIO0 HeOOMpIMM. [IpenmyIecTBa paHHETO0 MUTAHUS
(B mepBbie 24-48 4YacoB) A0 CHUX TOp HE HCCIENOBAaHBI y T€X OOJBHBIX, KOTOPHIE HAXOIATCS B COCTOSHUU
runepmerabonusma. ['ereporeHHOCTh ATOH Tpynmbl OONBHBIX W WHAWBUAyalbHas BapHaOEIbHOCTH
METa0OJIMUYECKUX pEaKIUi K COXAJICHHIO, 3aTPyAHSIOT OpPraHM3alMI0 IPOrpaMMbl HCCIEIOBaHHUA U
UMHTEpIpeTalnio pe3ynbraToB. J[o cux mop camoil OoublIoi 00ciaeoBaHHOM Tpynmoil Obuid OOJIbHBIC
TpaBMaToJioruueckoro mnpo¢uisd. Moore u Jones HIpoAEMOHCTPUPOBAIM CHI)KEHHE YHUCIA CENTHYECKUX
OCJIOKHEHUH y MAaLMEHTOB C a0JJOMUHAIBHBIMUA TPaBMaMH, KOTOpPbIE MOJIyYald paHee 30HI0BOE NMUTaHHUE IO
CPAaBHEHMIO C KOHTPOJIBHOU IPYIIION, KOTOPas MoJIydasa MOJHOE NapEeHTEPAIbHOE TUTAHUE HaYnHAas ¢ 6 IHA
II0CJIE OTIEpaLH.



K cosxanenuto, n3-3a KOMOMHALIMU SHTEPATIBHOTO U MAPEHTEPATIBHOI0 MUTAHUS ¥ PA3HOPOIHBIX TPy
OOJNBbHBIX IMOJIyYWJIaCh HEOXKHUJAHHAs pa3HULA B pe3ysibTaTax. [eopeTHYecKd, paHee Ha3HAueHUe
HYTPULIMOHHOM MNOJAEPKKU JOJDKHO OBbITh BBIFOJHO, OAHAKO JUIS MOATBEPXKIEHHS 3TOM TOYKHM 3pEHHUs
HEOOXOIMMBI JANbHEHIINE WCclenoBaHuA. B  KiIMHUKE OOJBIIMHCTBO WHTEHCUBUCTOB HCHOIB3YIOT
CyOBEKTUBHBIE KPUTEPHH, OCOOEHHO Y OOJIBHBIX U3 TPYIIIbI BBICOKOTO PUCKA.

OHTEPAJIBHOE U ITAPEHTEPAJIBHOE IITMTAHUE
Criopbl 00 U1eanbHOM MYTHU BBEJIEHUS HYTPULIMOHHOM MOAJEPIKKH MPOIOJDKAIOTCA. XOTSA y KaXKJI0ro
U3 IMyTel NIUTaHWsS €CTb CBOM IPEUMYILIECTBO, XOPOLIO OPraHU30BAHHBIE KIMHUYECKHE MCCIEA0BAaHUE
MOKa3ajl, 4YTO B MPUHIMUIE, Pa3HUILIBI Majlo, €CIM OLEHUBATh PE3yJbTaThl MO YacCTOTE€ HH(EKIMOHHBIX
OCJIOXHEHUH 1 cMepTHOCTH. [TocKkonbKy AOCTOBEpHOM MHpOpMaLUK Majlo, PElIeHUe O BUE HYTPULIMOHHON
MNOAJEPKKU JOJDKHO IPUHUMATHCS MHANBUYAIU3UPOBAHO.

TABJIMIIA 1. SHTEPAJIbHOE [IUTAHUE
Ipeumymecrsa Hepocrarku

Jnst nocTrKeHUs MOTHOM MOJAAEPKKA HYKHO

DU3HOIIOTUYHOCTE
OoublIe BpEMEHU

. 3aBUCHT OT (YHKIIMOHATHHOTO COCTOSIHHS
CoxpaHeHrie UMMYHHOU (QyHKLINN

KKT
CoxpaHeHue OapbepHOI byHKIMN
KHILIEYHUKA
JemeBne, 4YemM TMOJHOE MapeHTepaibHOEe | MHOrO MPOTUBOIOKA3aHUH, 0COOEHHO
IINTAaHUC KHIICYHAA HCTIPOXOAUMOCTD
Moxet perynupoBath | HectaOunbHOCTh réMOJUHAMUKH, KHILIEYHBIC
TUIEpMETab0INYECKYIO PEAKIIHIO CBHILU, TSKENBIA TOHOC
TABJIMLIA 2. TAPEHTEPAJIbHOE ITUTAHUE
IIpeumymecTBa HenocraTkn

Ero nmpoBoadT, KOrja sHTEpaJbHOE NHUTAHKE

ATpodust KHIeyHnKa
IPOTHBOIMOKA3aHO

ITo3Bomsger KOMIICHCHPOBATh HEBO3MOXXHOCTD bonee BricOKas CMCPTHOCTH OT CCITHUYCCKHUX
MMPUHHUMATh NHUITY CaMOCTOATCIBHO OCJIOKHEHUM

[Tonnas monaepxka MeHee, yeM 3a 24 Jaca

Maito npoTUBOIIOKa3aHUI

[Ipu oTCyTCTBUM aOCOJIOTHBIX MPOTHBOINOKA3aHUN OJHTEpPAIbHOE MHUTAHUE TMPEANOUYTUTEIbHEE
NapeHTEepaIbHOTO, TOCKOJIbKY OHO  (HM3MOJOTMYHEe W  HaMHOro  Jjemesie. s  HOATpyIIbI
TPaBMaTOJOTHYECKUX OONBHBIX JOKa3aHO, YTO DSHTEpPAJbHOE IMUTAaHUE CHUXKACT PHUCK CENTUYECKUX
OCJIOKHEHUN II0 CPAaBHEHMIO C IIOJHBIM IIAPEHTEpaJIbHbIM NHUTaHUEM. Moore ¢ COaBT. IOKa3ax
CYILIECTBEHHOE CHW)KCHHE TSDKENbIX HH(PEKIMOHHBIX OCIOXKHEHUH Y MOCIEONepaliOHHbIX OONbHBIX C
a0JIOMUHAIBHBIMUA TpaBMaMM, KOTOPBIM IPOBOAWJIOCH SHTEpalibHOE NUTaHWe. PaHHee mnapeHTepalbHOe
MIUTAaHWE W TOJHOE IMAapEHTEpPAIbHOE MUTAHHWE IEPEHOCWINCh OJIMHAKOBO xopoumo. [locnemyrommii mera-
AHaJIU3 aHAJOTUYHBIX UCCIIENOBAHUM TAaK)KE MOATBEPKAAET ITH BBIBOABL. [ Npyrux KaTeropuil MalueHTOB
TaKMX JIaHHBIX MOJy4Y€HO HE OBLIO.

Hesicho, sBnseTcs 1M CHIJKEHHE 4YHcla HWHQEKIMOHHBIX  OCIOKHEHUH  crernupuyecKum
MPEUMYIIECTBOM PAHHETO SHTEPAIBHOIO IMUTAHUA, WA K€ TEM, YTO IIOJIHOE ITapEHTEPaIbHOE IIUTAHUE CaMO
no cebe sBuseTcss (aKTOpOM puCKa HMH(PEKIMOHHBIX OCIOKHEHUH, WIM >K€ OHHM BO3HHUKAIOT TpU
MepeI03UPOBKE MIPErapaToB JJIs TIOJTHOTO apeHTepansHoro nmutaHus. Battisttella ¢ coaBT. HenaBHO mpoBenn
HCCIIEIOBAHUE KUPOBBIX dMYJIbCUM, IPUMEHSAEMBIX JUIS IIOJHOTO MApEHTEPAILHOTO NUTAHMS y NALUEHTOB C
TPaBMOH M OOHAPYKWJIM, YTO MAIMEHTHI XOPOILIO MEPEHOCAT KUPOBBIE dMYJIbCHH B 00beMe He Oornee 10%
CYTOYHOI'O pallMOHAa MO KaJOPUMHOCTU. TaKkKe MCCIEeN0BATENN MOAUYEPKUBAIOT, YTO JIMIUABI HHOTAA CBOIAT
Ha HET MPEUMYIIECTBA IOJHOIO MAPEHTEPATbHOIO MUTAHUA OE3NUNUIHBIMU cMecsMH. [l BBIICHEHUS
WUCTUHHOCTH 3TUX YTBEPXKJIECHUHN TpeOyIOTCs JalbHEUIINE UCCIET0BaHUS.



CoctaB ¢GopMyn ansi SHTEPalIbHOTO MHUTAHUS TAK)KEe MOXKET 3HAYMTEIBHO MOBIHATH Ha ucxoi. Ha
CETONHSAIIHUN JIeHb OBUIO TPOBEICHO MHOXECTBO HCCIEIOBAHWHN CIEIUAIN3UPOBAHHBIX (OPMYI, B TOM
qHclie U C UMMYHOCTUMYIMPYIOIIMMU CBOWCTBAMH, HAllpUMEp COJICpKAIIUX apTHMHUH, TTIOTAMHUH, OMera-3
JKUPHBIE KHUCIOTHI U HyKjieoTuabl. K coxaleHnto, HUKaKuxX OINpeAeSIEHHBIX BHIBOJIOB B 3TOM OTHOLIEHUH
caenath He ynaanock. OOBIYHO Bpaud MPEANOYUTAIOT SHTEPaJbHBIA MyTh BBEACHUS MHUTATEIbHBIX CMECEH,
MHOTJAa TaKUM CIIOCOOOM BCE HYTPUEHTbl BBECTH HEBO3MOXKHO. TeM HE MeHee, Jake 4YacTUYHOE
MapeHTepalbHOe TUTAaHHE TI03BOJISIET COXPAHUTh (YHKIUIO TOHKOM KUIIKM. B  peTpocnekTuBHOM
uccrnenoBannn Border ¢ coaBT. OOHapyX WM, 9YTO TSDKECTh CENTHYECKOTO TMpoliecca y MaIMeHTOB,
MOJTydarolux no kpaitneir mepe 25% (10 40%) oT cyTOoYHOM MOTPEOHOCTH B OENIKE YHTEPAIBHBIM CIIOCOOOM,
ObUIa MEHbIIIE, YEM y TE€X, KTO ObLJI Ha MOJIHOM MapeHTEepaIbHOM MUTaHUU. J[pyrue uccienoBaTenu moKazain
CHI)KeHHE OaKTepUalbHON TpaHCIOKAIMM y TeX, KTO MOJy4all SHTepadbHO MO KpaiiHed mepe 15% ot
CyTOUHOU mOTpeOHOCTH B Oenke. Bo3MOXXKHO, KOMOMHALMS SHTEPAILHOTO M ITAPEHTEPATHHOTO MUTAHUS
CrOoCcOOHAa YMEHBIIUTh YHUCIO CENTUYECKUX OCJOKHEHHH y MAIMeHTOB, KOTOPHIE HE MOTYT IOJHOCTHIO
MIUTATbCSI CAMOCTOSATEIBHO.

Jaxe B mocneaHee BpeMsi, KOrJa MEAMIIMHCKOE COOOIIECTBO MOy4aeT Bce Ooble uHpopmanuu o
BaXHOCTU HYTPULIMOHHOW IMOJAJIEPIKKH, BPAayu IMPOJOJKAIOT HEJAOOLIEHUBATh HYTPHULMOHHBIE MOTPEOHOCTU
MAlMeHTOB M HE HA3HAYAIOT UM aJIeKBaTHOTO MHUTAaHUA. XOTA NPUYUH STOMY MHOTO, HaM Ka)KeTCs, 4YTO
MHTEHCUBHUCTY Ha-I0 HMHOIZA BBIXOJUTh YyTh Jajbllieé MOpOra COOCTBEHHOTO OTIENEHHUA. BOJIbIIMHCTBO
pEeKOMEHIalui 10 MUTAHHUIO - 3TO AKCIEPTHBIE OLIEHKH, a HE JJOKa3aTeJIbHO-000CHOBAaHHBIE pyKOBOJICTBA. [0
TeX TIOp, TIOKAa COXPAHSETCS TaKasi CUTyalusi, Bpauu JOJKHBI KPUTUIECKHU OIICHUBAThH JIUTEPATyPHBIC TaHHEIC,
U TI0JIaraThCsl Ha COOCTBEHHBIE KIIMHUUECKHE CYKICHUSI.

VYuusepcurer [leHcmibBanum npeiaraet oreHruBath norpednoctu namuentos OUT ¢ momorpio Tak
HazpiBaeMoi "mparmatnuHoi ¢unocodun". M3HavyanrpHO HEOOXOIMMO BOCCTAaHOBUTH CTaOMIIBHOCTH
TreMOJMHAMHKHN, OTPAaHUYHUTh, HACKOJBKO JTO BO3MOXXHO, BTOPUYHOE TIOBPEXKICHHE U OINEPATUBHO
BOCCTAHOBUTh aHATOMHUYECKHE MOBpexAcHUSA. B 3Toil (rtocodun He oOpamaroT oco00ro BHUMAaHHS Ha
HYTPUITMOHHYIO TIOJITICPXKKY, IOKA HE OYAyT JOCTUTHYTHI 3TH TJIABHEIC IIETTH.

[Tocne OnEHKM TSKECTH MOBPEXKACHUNM M COMYTCTBYIOIIMX 3a00JIEBaHUN HAayMHAETCS IHTEPAIbHOE
NUTaHue, OOBIYHO B TeueHHe 48 4acoB, €CIIM K€ y MAaIMEeHTa COXPAHAETCS THIIEPMETab0InYeCcKoe COCTOSIHUE
WIM OH HE MOXKET MUTAThCS CaMOCTOSITENbHO, TO Ha3HAYaloT MapeHTepaibHOe MuTaHue. Yaiie Bcero panee
SHTEpPAIbHOE IHUTAHUE OCYLIECTBIIAECTCS YEpe3 HA30racTPaJbHBIM 30HJ, KOTOPBIM IOJ KOHTPOJIEM
PEHTTEHOTENIEBU3MOHHOTO MTPOCBEUNBAHUS BBOJAT B MOCTIIIIOPUYECKUI oTAeN kenyaka npsimo B OUT. Ecnu
K€ TaKOW MyTh MPOTUBOIMOKA3aH, HAYMHAIOT TIOJTHOE MapeHTEePAIIbHOE TUTAHNUE.

K BemeHuio mnamyeHTOB OYEHb pPaHO MPUBIEKAIOT AMETOJIONa, KOTOPBI MOMOraeT OLEHUTh
NOTPEOHOCTh TMAIMEHTa B MUTATENBHBIX BEIIECTBAX W MOMOraeT pa3padoTaTh Mporpammy nurtaHus. Ecnu
TpeOyeTcsl AIUTENbHbIM HCKYCCTBEHHBIM MOCTYI JUIS SHTEPaJbHOTO MHUTaHUA, (HampuMep, MpU TSHKEIOoH
TpaBME€ TOJIOBBI), TO BBIMOJHAECTCS TAaCTPOCTOMHS WIJIM EIOHOCTOMHs. OJTO MO3BOJSET TOpaszao ObicTpee
nepeBoaAuTh marueHToB u3 OUT, yTo pacmupsieT BO3MOXKHOCTH WX peabunurtanuu. Ecnu manueHTam
BBHITIOJTHAETCSI BMEIIATENBCTBO IO TOBOJY TMEPUTOHWUTA, W OPIOIMIHYI0 TOJOCTh BEAYT OTKPHITO, TO
MPEIOYTUTENIbHEE HAa30racTpalibHbIe WM HAa30 HTEpalbHbIE 30HAbl. Ecu 3HTEepanbHOE MUTAHHUE B MOJTHOM
o0beMe BBI3BIBACT TSOKEIYIO JAHMapero, TO Ha-3HA4aeTCs CMEIIaHHOE MUTaHWe - OJHTEpalbHOE U
napeHrepaibHoe. PacTsbkeHue »KUBOTa MpU HHTEPAIbHOM IHUTAHUM HEXKENaTeNIbHO Yy TMAalMeHTOB C
HECTaOMIFHON TeMOIMHAMHKOH, B 3TOM CJIy4ae 30HJI0BOE KOPMJICHHE MPEKPAIIalOT U UCKIII0YAT BO3-MOXKHBIE
UIIEMHYECKHUE OCIIOKHEHHSA. DTOT MOJX0J 0Oe30MaceH U IMO3BOJSIET OYeHb PAaHO HAUYMHATH SHTEpaIbHOE
MUTAHMS TaXKe Y TAIleHTOB C OYCHD TSHKEITBIMU TPABMAMHU.
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