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CoBpeMeHHble 0COOEHHOCTU K/IMHUKW, OUarHOCTUKM U Tepanumn 60/bHbIX
OynnesHbIM ANNOEPMOSIU3OM

JI. A. KOcyniosa, E. W. KOHycoBa, 3. lll. apaeBa, I". V. MaBntorosa, M. A. MoposoBa

BynnesHblii annaoepmonus (63) — aTo rpynna pefkux HacnencTBEHHbIX FEHETUYECKUX 3a60NeBaHMNi KOX!,
06yCnoBAeHHbIX MyTaUUsAMK psLa reHOB, OTBETCTBEHHBIX 32 CUHTE3 CTPYKTYPHbIX 6enkoB koxu. [ns 3abonesaHus
XapakTepHa CKNOHHOCTb KOXU 1 CU3nCTbix 0605104k K 06pasoBaHuio Ny3bipeil, NPEUMYILECTBEHHO HA MECTaX
He3Ha4YMTeNbHOro MexaHN4eckoro BO3AenNCTBNS, BCNEACTBME HAPYLWEHNSA MEXKNETOYHbIX CBA3EN B anuaepmuce nam
LepmoanuaepmansHoM coeauHeHnn [1, 2]. Hanbonee yacTto naumeHTsl ¢ 6ynne3HbIM anMAEPMONN30M PErUCTPUPYIOTCS B
Bo3pacTe oT 1 0o 5 net. Mo paHHbIM HO. KO. KoTanesckoii ¢ coasT., Ha AOM0 AMCTPOGMYECKOro BapruaHTa NpUuxoanTcs
60/blie NONOBMHbI NALMEHTOB OT 0bLero KonuyecTsa Bcex goopm BynneaHoro anuaepmonusa [3]. Ha cerogHswHuii oeHb
CBOEBPEMEHHAas AMarHocTvka u Tepanusi 6ynnesHoro anvaoepMonm3a ocTaTcs O4HON U3 rnaBHbIX NPo6/ieM B MEOULVIHE.
Mpw noboii chopme By nnesHbIin aNUAEPMONU3 NPOTEKAET TAXENO, HBANMAM3AUNS HACTYNAET B NEPBbIE oAbl TEYEHNS!
6onesHu.

PasBuTtue bynnesHoro anunepmonunsa o6ycnoBneHo MyTaumsiMm reHoB, KOOUPYIOWMX CTPYKTYPHbIE BEKM KOXU, KOTOPbIE
obecneymBatoT CBA3b MEXAY aNMOePMUCOM 1 fepMoii. K HacTosiweMy BpemeHn B 15 reHax CTPYKTYPHbIX 6EKOB KOXW
BbisiBNeHo 6onee 1000 MyTaLmiA, CNOCOOHbLIX MPUBOAMTL K PA3BUTUIO PA3NIUYHBIX KIMHUYECKUX TUMOB BPOXAEHHOMO
6ynneaHoro anuaepmonunsa [4—6]. C MyTaumsMm cBS3aHbl HapylleHns cuHTe3a 6enkoB: oTCyTCcTBME Benka, CMHTEe3
hYHKLMOHANBHO HEMOHOLEHHOr0 B6enka, CMHTe3 6enka c HapyLWeHNsIMK CTPYKTypbl, obneryaioowmmm Loctyn K 6enky
npoTeas, YTo NPMBOANT K ero BbicTpoMy paspyweHuto. benkamu, ¢ KoTopbIMK CBA3aHO pa3BuTre 3aboneBaHuns, IBRAOTCA
KepaTtuHbl 5 1 14, necMonnakuH, NnakounnH-1, NAeKTUH, MHTerpuH a6B4, nammHuH 332, konnareHol VIl n XVII Tunos,
KUHIONUH. DTN BENKN NMEIOT pasfIMyHyto NIoKanmM3aumio B KOXe: B KepaTuHOLUMTaX NoKanmayloTcs KepaTuHbl 5 1 14, BHyTpu
cseTnoi nnactuHky (lamina lucida) 6azanbHoi MeMbpaHbl — UHTErpuH a6B4, namnHuH 332, konnareH XVII Tuna, noa
TEMHOW nnacTuHkoi (lamina densa) 6asanbHoi MembpaHbl — konnareH VIl Tuna, Ha pasHbiX YPOBHSIX anuaepmmnca —
KWHANVH [4, 5].

BbloensoT HECKONIbKO OCHOBHbBIX TUMOB BYNNE3HOro aNUAEPMON3a Ha OCHOBE 0COBEHHOCTE MexaHn3ma 0bpa3oBaHus
My3bIpS 1 KNMHWYECKOW KapTUHBI: NPOCTOM By nnesHbIi annaepMonuns, norpaHnyHblii 6y nnesHolii aNMaepMonns,
nuctpochmyeckmii 6ynnesHolid anunepmonus, cuHapom KnHanepa (pasHbiil ypoBeHb 06pasoBaHuns nysvipeit) [7].

Anugepmonus 6ynnesHbliii NPOCTOM

Snunanepmonu3 6ynnesHblil NPOCTON xapakTepunsyeTcs 06pas3oBaHNeM BHYTPUANMAEPMANbHbIX Ny3blpell B pe3ynbTtarte
Le3nHTerpaumm n uMTonmnsa kepatuHounTtos 6e3 npusHakos pybuesaHus, atpodum n 06pasoBaHns MUAMYMOB. Tun
HacnenoBaHUs ay TOCOMHO-A0MUHAHTHBINA. [epBble Npn3Haky 3a6oneBaHnst 06bIYHO NPOSIBASIOTCS HA MEPBOM FOLY XU3HW,
nHorga mMoryT 6biTb yXe npu poxaeHun pebeHka. Ha mecte nerkoi TpaBmaTtmnsaumu, yaile B o6nactu KucTei, cton,
CMWHbI, TOKTEBbIX W KOMEHHbIX CYCTaBOB, 3aTbINOYHON 061acTN, HA HEN3MEHEHHO KOXE NOSBASIOTCS Ny3bipy PasnnyHbIX
pasmepos (0T 0,5 1o 7 cM 1 6onee) ¢ NNOTHOM NOKPbIWKON U NPO3payHbIM coaepXumbiM. Cumntom Hukonbckoro
oTpuuaTenbHbIA, akaHTOMMTUYECKUE KNIeTKN B COAEPXUMOM MNy3blps OTCYTCTBYIOT. HYepes HECKONbKO OHEM ny3bipn
BCKpbIBalOTCS, 06pasys apo3nu, NoKpbIBAKOWMECS KOPKaMy 1 BbICTPO 3NMTENN3NPYIOLLMECS, HE OCTaBNAS PyOLIOBbLIX
N3MeHeHUN KoXM unu atpocpun. Myabipeit 06b14HO BoNblue B TENNLIA NEPUOL rofa npu BelpaxxeHHOM runeprugpose. C
BO3PACTOM MOpaxXeHns N0Kanmn3yTCs B OCHOBHOM Ha KOHEYHOCTSX, OCOBEHHO Ha CTONax v KUCTSX, YeMy crnocobcTByeT
6onblwas TpaBMaTU3aLmns aTUX y4aCTKOB KOXW, TeCHast, N1oxo nogobpaHHas obyBb, a TakXe Ha yyacTkax TECHOro
npuneranns ogexapl. [y3bipy NOSBASIOTCS HA NPOTSXEHUN BCEW XM3HU, HO B MOCTNYBepTaTHbI Nepros UX KOIMYECTBO
yMeHbluaeTcs. Cnmanctble 060104KM, HOFTW HE NOPaXatoTCs UN MX U3MEHEHNS MUHMMaNbHbI. Obliee cocTosHue
60/1bHOr0 He n3mMeHsieTcs. BoaMoXHa npeHaTanbHas AnarHocTuka aToi goopmbl 3a60neBaHns No BLICOKOMY COAEPXaHMIo
B CbIBOPOTKE KPOBU GepeMeHHol a-dpeTonpoTemnHa Bo |l TpumecTpe. SnnaepmMonns 6ynnesHolit NpocToi netHuii Bebepa—
KokkeliHa — abopTvBHas nokanuM3oBaHHas goopma anuaepmonuaa 6ynnesHoro npocToro. XapakTepusyeTtcs
06pas3oBaHVEeM Ny3bipelt Ha KOXe KUCTEe U CTOM NULLb B NETHEE BPEMS rofa Npw BbIpaXXeHHOM NafoHHO-NOLOWBEHHOM
runeprungpose [8, 12].

Anuaoepmonna 6ynnesHbi COeQUHUTENbHbIN

onuaepmonna 6ynnesHblii COeAUHNUTENbHbIN XxapakTepusyeTtcst o6pa3oBaHneM NoaanuaepManbHblX Ny3bipeli 3a cyeT
nopaxenus lamina lucida snunepmoaepManbHOro CoeiMHEHUS!, PacnooXeHHOM MeX Ly nnasMaTnyeckoin MmembpaHoi
6asasbHbIX KepaTMHOUMTOB U 6a3anbHo MEMBPAHOI KOXW, N pasBUTUEM aTPOGUYECKMX UBMEHEHMI KOXW B 04arax
nopaxeHusi. BoaMoxHa npeHaTanbHas AnarHocTvka ¢ noMolbio 6roncum Koxwu 18-HeaenbHoro Nnoaa Ha OCHOBaHMK
BbISIBNEHMNS YKa3aHHbIX U3MEHEHWIA. Tun HacnenoBaHns ayTOCOMHO-PELECCUBHBIN.

ﬂpouecc XapakTepunlyeTtcsa nossieHneM r|y3b|pe|7| n 3p03|/||7| y>Xe npu poxageHun pe6eHKa nnmn BCKOpe nocne Hero. B
TeyeHne HECKONbKNX JHENR npouecc reHepanmsyeTtcs. OcHoBHasi nokanusaums BbiCbinaHWii — KoXa rpyan, ronosbl,



cnmaucTble 060M104KM PTa, ropTaHm, Tpaxen. XoTs KoXa KUCTEN 1 CTOM HEe N3MEHEHA, HOFTEBbIE MNACTUHKM
IMCTPOCPMYHBI, Pa3BUBAIOTCS aHOHUXNMS, akpoocTeonus. O6pasytowmecs Ha MecTe ny3bipeil 3p03MBHbLIE MOBEPXHOCTU
3aXVBalOT MELNEHHO, OCTABNAS y4acTKu atpodoum Koxu. PybLos 1 Munnymos HeT. MHorme oetu ymmpaiot B nepBble
MecsLbl XWU3HW OT cerncuca, aHemuu [8].

Anupepmonns 6ynnesHbln pUCTpocouyeckKum

Snnaepmonus By nnesHbin AUCTPOUYECKUIT XapakTepusyeTcs obpasoBaHmeM ny3bipei BCleACcTBMe AepMaTonmnsa —
rmbeny KonnareHoBbIX PUOPUII B COCOYKOBOM Cloe fepMbl Hxke lamina densa. dopMypytoTcst 3p03MBHO-S3BEHHbIE
MOBEPXHOCTW, 3axXmBawLme pybLamm, xapakTepHbl Takxe 06pa3oBaHne MUINYMOB, U3MEHEHWE HOTTEl, BONOC, 3y60B 1
Lpyrvie aHoManuu.

Anuaepmonns 6ynnesHbii AUCTPOCPUYECKUIA pPeLLeCCUBHbIN reHepann3oBaHHbIN

onuaepmonna 6ynnesHblii AUCTPOUYECKNIA PELIECCUBHBIV FreHepann3oBaHHbIN (annaepMonns 6ynnesHoli
LMCTPOHUYECKMIA MONNANCNNACTUYECKMIA) OTMYaeTCs 06pa3oBaHEM My3bIpelt B COCOYKOBOM CNOE OEPMbI U B
pesynbTate AepMaTonM3a — nuaunca KonnareHoBbiX (hnbprin ¢ oarounTo3oM Ux Makpodparamu U paspyeHnsIMmM HUXe
lamina densa. [NaTtonornyeckunin NpoLecc CBA3bIBAIOT C YBENNYEHNEM YPOBHS U aKTUBHOCTM (DepMeHTa KonnareHasbl,
paspylatoLei OCHOBHOI KOMMOHEHT OMOPHbIX KonnareHoBbix dombpunn — konnareH VIl (konnareHonns). BoamoxHa
npeHatanbHas avarHoctuka 6one3Hu no pesynbratam 6roncum Koxm nnoaa Ha 21-i Hegene pasBUTKS U BbISIBNIEHUS
OMUCaHHbIX paHee N3MeHeHWIA. [epBble NprU3Haku 3aboneBaHNs NOSBASIOTCS YXe NPy poxXaeHun (60% 60NbHbIX) UK B
nepBble Hefenn XunsHu. KpynHbie ny3bipu, HEPEKO C reMMOpPParnyecknumM CoAepXMbIM, BO3HVKAKOT CMOHTAHHO Ha ntobom
y4yacTKe KOXHOro nokposa v cnmauctbix o6onouek. OBWMpPHbIE LANTENBHO HE 3aXXUBAKOLWME SPO3MBHO-SI3BEHHbIE
MOBEPXHOCTU, 0Bpa3yloWmecs NPy UX BCKPbITAWU, 3aTPYAHSIOT YXO4 U BCKapMIMBaHNE HOBOPOX AeHHbIX. CUMNTOM
anuaepManbHON OTCNOWKM NONOXMTENbHBINA. Ha 9p03MBHO-3BEHHbIX, HEPEAKO KPOBOTOUAIMX, HONE3HEHHbIX yYacTKkax
passmBaloTCs Beretauun. 3aXmseneHne nx NponucxoanT MeaneHHo, ¢ PopM1poBaHNEM YPOACTBYIOLNX aTPOONIECKMNX
pybuoB. PybuoBble n3MEHEHUS NUILEBOAA, FNOTKM, CIN3UCTON 060/I04KM pTa MOTYT 3aTPYLHSATL NMPUEM MWW,
061MTEPUPOBaTL BLIBOAHbBIE MPOTOKM CMIOHHbIX X€eNne3, OrpaHMynBaTh NOABUXHOCTb A3blKa M MPUBECTY K Pa3BUTUIO
nevikonnakuu. MNopaxeHnsi rnas B BU4e 9p03MBHO-SI3BEHHOI0 KepaTtuta ¢ nocieayowmnm pybLuesaHnemM NpMBoaaT K noTepe
3peHuns, pybLOBOMY 3KTPOMMOHY, 06NMTEepauUmMmn NPOTOKOB CNe3HbIX Xenes. HabnopaoTes Takxe akpouuaHos,
ckneponepMononobHble N3MEHEHNS KOXM KUCTER, CTON C (DOPMUPOBAHNEM CrnbaTenbHbIX KOHTPAKTYP CyCTaBoB,
aKpoOoCTEe0NN30M U XapakTepHoW fedpopMaLmein KUCTEN No TUMY «BapeXku» B pedynbTaTte cpactaHus u gedopmaumnm
nanbueBs. XapakTepHa TakXxe AUCTPOUs HOrTe, Bonoc, 3y6oB. Bo3MOXHbI HApYLWeEHNS SHAOKPUHHOW (rMnogpyHKLUMS
WWTOBMOHON Xenesbl, rmnodunaa), HEPBHOA (aNmnencus, 0TCTaBaHne yMCTBEHHOr0 pa3smTus) cuctem. OTmMevaeTcs
BblCOKas NeTanbHOCTb B paHHEM [EeTCKOM BO3pacTe OT Cencuca, aHeMum, HapyleHusl nuTaHus, B Gonee crapiiem
BO3pacTe — OT 3/10Ka4eCTBEHHbIX HOBOOOPA30BaHMIA KOXW, MUILEBOLA, OPraHoB NonocTu pta [8].

Anupepmonus 6ynnesHbln AUCTPOPUYECKMIA AOMUHAHTHDBIN

Onuaepmonna 6ynnesHblii UCTPOPUYECKNIA LOMUHAHTHDBIA (anNnaepMonn3 6y nnesHblin ANCTPOUYECKuii
rMNepnnacTUYeckmnin) xapakTepunsyetcs 06pasoBaHveM ny3bipeli B LepMe (epMaTonma) HuXxe lamina densa 3a cuet
rmbenu onopHbIX KONNareHoBbIX hnbpWN; BO3MOXHA NpeHaTanbHas AuarHocTyka (no aHanorum ¢ gucTpogUUYecKum
NONMANCNNACTMYECKMM By Nne3HbIM aNMaepMonn3om). Tun HacnenoBaHWs ayTOCOMHO-A0OMVHAHTHBIN. [epBble NposBneHns
60/1e3HM NOSIBNAOTCS B PaHHEM OETCKOM BO3pacTe Un HeCKoNbko nodaHee (4—10 neT). My3blpy BO3HKKAOT Nocne
He3HauYNTENbHOW TpaBMbl, yalle B 06nacTu KOHeYHOCTeR. OHM HaNPsAXEHHbIE, MIOTHBIE, C CEPO3HBLIM UK
remopparuyeckum CoAepXMMbIM: BCKPbIBASICb, 06pa3yoT 3p03MBHO-93BEHHbBIE MOBEPXHOCTY, 3aXXKMBaKOLWME MEANIEHHO C
06pa3oBaHneEM MArkol nnm kenomaononobHo pybLoBoi aTpodoum BHa4ane po3osoro, 3atem 6enoro upeta. B obnacTu
CyCTaBOB Ha MecTe My3blpel (hopMUPYIOTCS OBLIMPHBbIE MNONS NOPaXEeHUs B BUAE PyOLOBOMA TKAHN C MHOXECTBOM
anuaepmanbHbiX KUCT (Muanymbl). CUMNTOM anvnaepManbHOM OTCNOMKM MONOXMUTENbHbIA. HOrTv, BOBNEYEHHbIE B MPOLIECC,
YTONWEHBI, ANCTPOPMYHBI. CnnancTble 060104KM NopaxaroTcs penko. Bonocel, 3ybbl 1 obwee pa3sutue 0b6bl4HO He
N3MEHSI0TCH, 0AHAKO YacTo OTMEYaeTCcs accoumaums ¢ UXTUO30M, ADOSSIMKY NSPHBIM KepaTo30M, rmnepTpuxo3om. [JmarHos
6ynnes3Horo anNMaoepMonn3a OCHOBBIBAETCSA Ha KNIMHUYECKUX Y TMCTONOMMYECcKUX faHHbIX. Bo3MoxHa npeHatanbHas
ImarHocTuka 3abonesaHus. AuddepeHumanbHblil uarHo3 B paHHEM LETCKOM BO3pacTe NPOBOAST C
3NUAEPMOSIMTUYECKUM UXTUO30M, NPY KOTOPOM AOMUHMPYET KepaTos; anMaeMUyYeckon ny3blipyaTko HOBOPOX AEHHbIX, ANS
KOTOPOW XapakTepHO OCTPOE Hayasno C NMMXopankon, MHTOKCUKaLMER N BOCNANnUTEbHbIMU My3bipsaMK B pe3ynbTaTe
HEKPOTUYECKMX NPOLIECCOB B aNUOEepMUCE, BbI3BaHHBLIX CTAdOUNOKOKKOM. Y feTei Bonee ctapluero Bo3pacra HekoTopble
hopmbl B3 anddpepeHUmpytoT 0T foBpoKayecTBEHHOro By nne3Horo nemcpuronia, KoTopblid 0TNMYAETCS NIMHEAPHbBIM
0TNnoxeHveM IgA Boonb HasanbHo MemMbpaHbl. AHTUTENA K lamina densa, VII Tuny konnareHa, nemduronHbie 1 ap.
MoMOraroT YCTaHOBUTb XapakTep AedekTa u yTOYHUTb AnarHocTuky [8, 9.

Ha ocHOBaHWM TONbKO aHAMHECTUYECKUX U KIIMHUYECKUX AaHHbIX HE BCeraa NpeacTaBnsieTcsl BO3MOXHbIM YCTaHOBUTH
AvarHos B3. Y fmeteit cTaplwero Bo3pacTa B auarHoctuke nomoraet c6op aHamHesa (Hayano 3abonesaHus, s3HauyeHne
MexaHU4Yeckoro goakTopa B pasBuTuM Ny3bipeii 1 3p0o3unii, NOCTOSIHHO NPOrpeccupytollee TeYeHre, NocnenoBaTenbHOCTb
pa3BMTNS CUMMNTOMOB, HACNEACTBEHHAS OTArOWEHHOCTb). OBHapyXeHne onpeaeneHHbIX CneUngUIecKnx KAMHNYecKnx
NPV3HAKOB HEKOTOPbIX (oopM B3 MoXeT ykasaTb Ha JaHHYI0 NaToNoruio, HO B GONbLIMHCTBE CNYYaeB ANst YyTOUHEHUS



nmarHosa TpebyeTcs nposeneHne nabopaTtopHo AMarHOCTMKU. TpaauLUMOHHOE NaToOMOPONOrMYeckoe UCCNeoBaHNE
6vonTarta KoOXW He NO3BONSET PA3NMYUTb KNMHUYECKMe chopmbl B3 Mex .y coboii, HO MpK ONPeaeNEHHOM OMbITE MOXHO
OTNNYNTL MO YPOBHIO 06pa30BaHNs Ny3bipsi OT UCTUHHON akaHTONUTUYECKON My3blpyaTky. MNocne NCKYeHUs Bcex
LpYrux BO3MOXHbIX 3a60NeBaHW NS NOATBEPXAEHNS AnarHo3a 3anofo3peHHoro b3 n yctaHoBneHNs ero rpynnbl MOryT
6bITb MCNONb30BaHbl LOMONHUTENbHbIE METOAbI ANArHOCTUKMN: MMYHOPIIOOPECLIEHTHOE aHTUIEHHOE KapTUpPOBaHue
(MAK), TpaHCcMUCCMOHHAs anekTPoHHas Mukpockonusa (TOM) n reHeTnyecknii aHanns (monekynapHas nan JHK-
aunarHocTuka) [9].

TpchmuccuonHaﬂ ANIeKTPOHHasdA MUKpocKonus

[o Hayana ucnonb3oBaHWs B NPaKTUKe MMMYHOMDNOOPECLIEHTHOrO aHanuaa TOM sBnsinacb «30M10TbIM» CTAHAAPTOM B
nmarHoctuke B9, Tak kak nossonsina onpeaennTb ypoBeHb 06pasoBaHns Ny3bips U 06HAPYXNUTb YbTPACTPYKTYPHbIE
N3MEHEHUs B KOXE 1 HEMOCPEACTBEHHO B MOBPEXAEHHBIX CTPYKTYpax, Takmx Kak KepaTuHOBbIe oMnaMeHTbl, [ECMOCOMBbI,
Moy LEeCMOCOMBI, Kpensiue (SKOpHbIe) cornaMeHThl, Kpenswmne (SKopHble) conbpunibl, KOTopble NpW ONpeaeneHHbIX
hopmax B3 MoryT oTcyTCTBOBaTh, MO0 COAEPXKATHCS B KOXE B HELOCTATOYHOM KONMYECTBE, MO0 MMETb NEPEKTHYIO

CTPYKTYpY [9].
MMMVHO(*)HIOOpecueHTHoe aHTUreHHoe KapTnposaHue

VIMMyHOp NtoOpecLiEHTHOE aHTUreHHoe KapTMpoBaHue Bbino Bnepsbie onvucaHo B 1981 r. B ocHoBe MeTonda nexuT
nocnenosarte/ibHas obpaboTka npenapaTa KoXu naumeHTa NepBUYHbIMU aHTUTENaMmn K CTPYKTYPHBbIM 6enikaM KoXu 1
BTOPUYHBIMM aHTUTENAMKN, MEYEHDBIMI (DNIOOPECLMPYIOLLE METKON, KOTOPbIE CBA3LIBAIOTCS C MEPBUYHBIMU aHTUTEnamu. B
CBSI3U C TEM, YTO U3BECTHO HONbLIOE KONMYECTBO BENKOB, NedeKTbl KOTOPbLIX NMPMBOAST K pa3suTuto b3 (kepatuHbl 5 1 14,
NNEeKTVH, NNakoUnmH-1, aecMonnakuH, naMmmHnH 332, nHterpuH a6B4, konnarensl VIl n XVII Tvnos, KWHAAWH-1),
Heobx0aMMO onpenensiTb SKCNPECCUIO KaX 4Oro U3 HuX. NoaToMy Ans npoBeneHns nccnenosaHus metonom NAK uns
nony4YeHHoro 6uonTara KOXu U3roTaBnMBalOT HECKO/IbKO MMCTOMNOrMYeckunx npenapartos [9—11].

MeTon ncnonb3yeTcs AN onpeneneHns ypoBHs 06pasoBaHmns ny3bips (BHYTPUaNULePManbHO, BHYTPU CBETNOM
nnacTuHku 6asanbHoit MembpaHbl, No4 NNOTHOM NnacTMHKOM 6asanbHoi MembpaHbl). AK nossonseT Takxe onpenenntb,
LeuLnT Kakoro M3 CBA3bIBAIOWMX CTPYKTYPbl AepMbl 1 anugepmmca benkos Habnoaaetcs. MAK onpenensiet
9KCMPECCUIO CTPYKTYPHBIX 6ENKOB B 30HE AEPMO3NULEPMANBHOMO COEANHEHNS, TO ECTb UX NPUCYTCTBUE, CHUXEHUE NN
OTCYTCTBUE WX aKcnpeccun. [ns uccnenosanuii Metogom MAK ncnonb3yroT nepBryHbIE 1 BTOPUYHBLIE MOHOKJIOHANbHbIE 1
NONUKNOHaNbHbIE aHTUTENA. DTOT METOL, AMarHocTMKy Bonee pacnpocTpaHeH, Nerye BoiNOMHUM 1 AeleBne Nno
cpaBHeHuo ¢ TOM. [ing npasunbHo noctaHOBKM AnarHo3a MetonoM VAK HyXHO MMeTb AOCTaTOYHbIA OMbIT NONYyYEHNS
61006pasLIoB KOXW, NMPUYeM 04HUM 13 TpeboBaHwuii K NonyyYeHnto 61oobpasLoB ABNSETCS Hann4me ceexero (He 6onee 24
yacoB) Ny3blps Ha Koxe. My3bipb MOXeT BbITb Kak NOSIBUBLIMMCS CMOHTaHHO, Tak ¥ MHAYLMPOBAHHBIM HAMEPEHHO,
HarnpuMep, C MOMOLLbIO TPEHUS KOXM. Brioncuio NpoBoAST HA rpaHuULLe BUAUMO 3L0POBOW KOXW 1 CBEXErO My3blps UK B
30He TpeHus (4epe3 30 MMH Nocne ero okoH4YaHwus). MonyyeHHbI 6uonTaT cpasy Xe noasepraeTcs 3aMopo3Ke XUAKNM
a30ToM Unn nomewaeTcs B domanonorundeckuin pacteop (0,9% NaCl) Ha cpok He 6onee 24 yacos. [ns 6onee
NPOLONXUTENBHOIrO XPaHEHNS UICNONb3YIOT CNeLmanbHyto TpaHcnopTHyo cpeny Michel. B Takom cocTosiHum 61oobpasLibl
KOXW MOTYT COXPaHSATbCS B TEYEHWNE HECKONbKUX Henenb [12].

leHeTyeckum aHanus (MonekynsipHas unv OJHK-pgnarHocTuka)

["feHeTuyecknii aHanns (MonekynapHas nnn JHK-gnarHoctrka) aBnsetcs onTuManbHbIM METOAOM ANs onpeaeneHms Tuna
HacnefoBaHMS U CneUMgUYecknx MyTaumii, nmetolmxcs y 6onbHeix B9, a Takxe Hanbonee TOYHbIM METOLOM A5
BEpUUKaLMM pasnmyHbiX KIMHAYECKNX OOPM NPOCTOro, NOrpaHMYyHoro n auctpocpuyeckoro b63. MNMonck n3secTHbIx
MyTauunin SBNSieTCS NepPBUYHBLIM OMarHOCTUYECKMM NMOOX0A0M, 0COBEHHO B ceMbsix 60/bHbIX BO ¢ ayTOCOMHO-AOMUHAHTHBIM
TMNOM HacnenoBaHWs, B CUAY TOro, YTO AaHHblE MyTauuK, Kak NpaBuio, UAEHTUYHbI B CEMbe, CTpafalowen gaHHbIM
3abonesaHveM. Takxe UMEIOTCS OaHHbIE, HTO NOWCK HEU3BECTHBIX MyTaLMii MOXeT BbiTb OCYWECTBEH C UCMO/b30BaAHNEM
JHK-amnnngpukaumoHHoro metona n cekseHuposaHnem PHK nedoekTHbix reHos [9].

I'IpeHaTaanasl AWnarHoCcTukKa

Kak n3BecTHo, [O HACTOSIWeEro BpeMeHN He pa3paboTaHo adppekTMBHbIX MeToA0B Tepanum B3, noatomy ocobeHHO
BaXXHOE 3HAYeHNe Ha CTaaun NNaHMPoBaHWS CEMbM, HAXOASWENCA B rpynne pucka HacnenoBaHus JaHHON NaTonoruu,
nprobpeTaeT npeHaTtanbHas AMarHOCTUKa U FreHeTUYecKoe KOHCy bTupoBaHue. lNepeoe cooblueHrne o npeHaTanbHo
IMarHocTuke oaHo 13 Hanbonee Taxenbix chopm B3 (netanbHoro reHepanusosaHHoro b3 MepanTtua) 6bino
onyb6nukosaHo euwe B 1980 r. [13].

YcoBeplueHCTBOBaHME MONEKYNSPHbBIX METOOOB AMArHOCTUKM MO3BONMNIO MPOBOAUTL NPeHaTanbHY OMarHoCTUKY Ha
OCHOBaHUM aHanmaa getanbHon JHK, KOTOpyo MOXHO NONYy4YnTb N3 aMHUOTUYECKON XWUIOKOCTU U/ BOPCUHOK
XOpWoHa. broncus BOPCUH XOpNOHA U aMHNOLLEHTE3 NO3BONSIOT CYLLECTBEHHO CHU3NTb PUCK NPEXLEBPEMEHHOMO
npepblBaHNS 6EPEMEHHOCTU MO CPABHEHWIO C PETOCKOMMEN, a TakXXe NPOBECTU LaHHbIA BUL ANArHOCTUKM B | TpuMecTpe
(zo 11 Hepenb 6epemMeHHoCTM). [loponoBas anarHoCT1ka BO3MOXHA TONIbKO B TOM Clyyae, Koraa ee niaHvpyoT 3apaHee.
[o HacTynneHns 6epeMeHHOCTUN HYXHO YCTAHOBUTb TOYHO reHeTUYecknin nedpekT y 6onetowero uneHa cembn. Ecnn



neeKkTHbIN reH yXe N3BeCcTeH, TO NOMCK Takom Xe NOMOMKM y NioAa 3aHUMaeT BCEro HECKONbKO AHEN, 4TO co3aaeT
BO3MOXHOCTb NpoBeneHns abopTa B 6e3onacHble Ans 6epeMeHHoR XeHLWMHbI CPOKW. TPYAHOCTbIO B ANArHOCTUKE MOXeT
SBNISITbCS MO3aMLM3M, MPY KOTOPOM y pebeHka MOoryT npucyTcTBOBaTh ABe U Bonee reHeTUYECKU pasnmnyHble NonyasaumMm
knetok [14, 15].

npeVIMnﬂaHTaLI,VIOHHaﬂ reHeTtn4yeckasd gpuarHoCctukKka

[MpenMnnaHTauMoHHas reHeTnyeckas AMarHocTrka BnseTCcs NepcnekTUBHbLIM anbTepHATMBHLIM METOLOM Hapsay C
BblLIENEPEYNCTIEHHBIMU, KPOME TOFO, METOL MOXET BbITb YaCTbIO SKCTPaKOPNOpPanbHOro ONNOAOTBOPEHUS, BbISIBNAS TEM
caMbIM pas/inyHble OTKNOHEHUS Pa3BnTUS aMOpuoHa ele Ha ctaaum 6nacTouncTol. CyTb JaHHOMO MeToaa 3akioyaeTcs B
OMNOLOTBOPEHMM OBOLMUTA (HE3PENOIA ALeKkneTKW) in vitro, 4To BeaeT Kk obpazoBaHuio amMbpuoHa. Korna aM6pmoH
[ocTuraet ctagum 8- unu 12-knetoyHoro cybbekTa, NPOM3BOAMTCS OTWENNEHUE OLHON KNeTKN ONs AanbHewero
reHeTMYeckoro aHanusa. Ecnum reHetuyeckuii aHanma ykasblBaeT Ha HOPMaslbHbIA FeHOTUN — 3MOPUOH NOACAXMBAIOT B
MaTKy, uHaye ero ytunmaupyort [16].

HenHBa3nBHble MeTOAbI npeHaTaanoﬁ ANarHOCTUKHU

Bce BollwenepeyncneHHble METOAbl MpeHaTanbHON ANarHOCTUKU SBNSIOTCS UHBA3WBHBIMUA U B TOW WM UHOW CTENEHN MOryT
MOBNUSITb HA Pa3BUTME Noaa 1 Ha TedeHne bepeMeHHOCTU. B cBA3M € 3TUM naeT NOCTOSIHHbIA NOMCK HOBbIX METOLOB,
CHUXaloWmnX pUCK NHBA3MBHOro Bo3aerncTens [9].

Cpelin Takux METOA0B MOXHO BblAENUTb MeTO[ YNbTPa3ByKOBOW ANArHOCTMKM, KOTOPLIA MNO3BONAET BU3yannanpoBaTb
HeKkoTopble 0COBEHHOCTU PasBMTUS NNoAa NPU OFPaHNYEHHOM KONMYECTBE TSXENbIX NaToNoruii, a Takxe apyrue
CTPYKTYPbl COAEPXUMOro MaTku, KOTOpble MOTYT BbiTb MAEHTU(IUKATOPAMM HEKOTOPLIX BPOX AEHHbIX 3aboneBaHunit. K
Tak1M rokasartesnsiM MOXHO OTHECTM 0COBEHHOCTM doeHOoTUNa MNIOAHOro Sinua: pasMepbl HOCOBOW KOCTU, BOPOTHUKOBOV
obnacTtu, XenToyHoro mewwka [9].

["eHeTnyeckoe KOHCYNnbTMpOBaHME ny4dlle NposoaAnTb OepMaTO/IoOroM Uin reHeTukom, cneumnanm3mpyowmmcd Ha 63.B
KOHEYHOM UTOre AmMarHo3 CTaBUTCS Ha OCHOBaHMU KNTIMHNYECKOro peHoTunna, cnocoba HacnenoBaHWs, a TakXxe, eCnu
BO3MO>XHO, MPOBECTU MyT3.LI,I/IOHHbII7I aHanns npo6aH,u,a.

B nepuone HOBOPOXAEHHOCTM HAbNOOEHNE U cUMNTOMAaTYecKas Tepanus 3a 60bHBIMU BPOXAEHHBIM By NNe3HbIM
anuaoepmonusomM (B63) npoBoauTcs B yCROBUSIX OTAENEHNSI UHTEHCUBHOMW Tepanvu neanaTpruyeckoro ctaumoHapa.
OCHOBHbIE NMPUHLMMbBI TEPANIN HE OTIMYAIOTCS OT TAKOBbIX Y B3POCHbIX MWL JlekapcTBeHHas Tepanuvsi IPoBOAUTCS C
Yy4€TOM BO3PACTHBIX OFPAHNYEHUI K Ha3HAYEHUIO TeKapCTBEHHbIX npenapato.. MNpodunakTuyeckne npuBMBKY
MPOTMBONOKAa3aHbl TONbKO B NEPVOA HapyLeHnsl obwero coctosHus pebeHka. BepemeHHOCTb y 60nbHbIX BB 06b14HO
npoTekaeT 6e3 ocnoxHeHuii. Mpu NnaHMpoBaHU GepeMeHHOCT HEOOXOAMMO NPOBECTM IEYEHNE CONMYTCTBYIOWMX
3a60/1eBaHWiA, B TOM YUC/E 04AroB XPOHWUYECKON MHAPEKLIAW, XUPYPTUYECKOE YCTPaHeHe KOHTPaKTyp 1
ncesnocuMHaakTUNMn. Bo nsbexaHue TpaBMUMpOBaHUS NPUHUMAIOT MEPbl MPEAOCTOPOXHOCTU NPY B3STAN KPOBU,
BarvHanbHOM vccnenosanum, nanbnauum, Y 3. OcHoBHbLIM B Neprol 6epeMeHHOCTU SABNSIETCS HapyXXHoe neveHue [7].

BonbHbIM By nesHbIM aNULEPMONIM30OM HEOHX0AMMO n3beratb OU3NYECKNX HArpy30K, CBS3AHHbIX C NOBbILEHNEM
NOTOOTAENEHNS, TPABMOOMNACHbIX CUTyaLIMiA, Pe3KMX OBUXEHWIA. [TepeBs3oyHble Matepuanbl, 0aeXha, 3akpbiTas 0byBb
MO3BOJNAIOT CBECTU K MUHMYMY TpaBMUpOBaHMe KoXu. MNpu xopoweM caMo4yBCTBMMN U OTCYTCTBUM BbIChINaHW Ha KoXe
LONyCcTUMO MnaBaHue.

Taxenble noaTunbl B3, a Takxe HeTsaXenble, HO NPOTeKaloWWe C NopaxeHWeM NonaocTn pTa, TpebytoT ocoboro BHMMaHNA
K nuTaHwio. neta aonxHa 6blITb MEXAHUYECKU, TEPMUYECKN N XMMUYECKN Waasiein (NpoTepTol 1 NonyXUaKoW, He
ropsiveit). MutaHne ocobeHHO BaxHO Ans 60MbHbIX ¢ 60MbWOIR NNOWAaLbI0 MOPAXEHNS KOXU, Tak KaK OHU TEPSIOT
nuTaTtenbHble BEWEeCTBA 1 BNary ¢ TKaHeBON XWUIAKOCTbO, HEOOXOANMOA 0N 3aXUBNEHUS paH 1 60pbbbl C
UHpULMpoBaHueM. MuTtaHne 60nbHbIX AONXHO 6bITb Borato 6enkamu, yrneBogamu, Xumpamu, a Takxe coaepXxartb
BUTaMWHbI, MUHEPanbl, NULLEBblE BONOKHA U 60/bWOe KONMYECTBO XKakocTu. [Mpu ogHoobpasHoi Anete N HEAOCTATOYHOM
nMTaHnm notpebneHne BUTAMUHOB U MHEPANOB C NULLEA OrpaHNYeHo, MO3TOMY PEKOMEHAYeTCs AOMNONHUTENBHO
NPYHUMaTb NONMBUTaMUHHO-MUHEPanbHble KoMnaekcbl. [pyn HanuuymMm spo3nii BO pTy, AUcarum n cy>XXeHun nuwesona
Ha3Ha4alT XWaKne KoMnnekcol. B nx coctase ocobeHHO BaxHbl BUTaMuHbl A, rpynna B, C, D u E, u3 mmHepanos —
Xeneso, UMHK, CENeH 1 Kanbuuin: BUTamuH A (petuHona nanbmutar), MmacnsaHbin pacteop 100 000 ME/mMn nepopanbHO Ha
Houb no 10—30 kanenb (B 3aBMCMMOCTM OT BO3pacTa U Beca nauneHTa) B TedyeHme 2 mecaues. Kypcbl Tepanmm MoXHo
MOBTOPSTb C MHTEPBaANOM B 3 Mecsua; BuTammH C (ackopbuHoBas kucnota) 100 Mr nepopanbHO nocne eapl 3—4 pasa B
CYTKM B TeyeHue 2 Henenb. MNpn 60nblIOM KONMYECTBE Ny3bIpeit 1 3p03uii NAUMEHT HyXXAAeTCS B BOCMONHEHNMN TePSeEMOi
xwuakoctu [7, 17].

B HacTosllwee BpeMs npeHaTanbHas auarHocTuka sBAseTcs nyywmM cnocob npodomnakTyk TSXeNbIX HacneaCTBEHHbIX
3aboneBanuii. OHa BO3MOXHA TONbKO NP NAaHMpoBaHUy 6epeMeHHOCTM 3a001r0 4O ee HacTynneHus. Menuko-
reHeTnyeckoe KOHCYbTUPOBaHUE CEMbM MPOBOAMTCS C LIeNbO OLEHKM pucka nosisneHust bonbHoro pebeHka B ceMbe,
VHOPMUPOBAHNS CEMbU O PUCKE Pa3BUTUS HACNEACTBEHHOro 3ab60NeBaHnsl, 0 BO3MOXHbIX AMarHOCTUYECKUX 1
TepaneBTMYeckux MeTogax. MNokasaHusa ons KOHCY b TUPOBaHNUS — Npenblayliee poxaeHne pebeHka c BB, Hanmune



3aboneBaHns y 0HOro U3 poAnTeneil, ycTaHOBNEHHOE 1AW Nojo3peBaemoe 3abonesaHune B ceMbe. [[eHeTuyYeckmnii aHanms
KPOBU M KOXM 60NBHOr0 NO3BONSET YTOUHWUTL TUN 1 NoATWN BB3, a Takxe obHapyXMTb MyTaumio COOTBETCTBYIOLErO
reHa. Mpwu HacTynneHun 6epemeHHOCTH B cpoku 10—12 Heaenb NPOBOAST BMOMNCUI0 BOPCUH XOPUOHA, B KOTOPbIX BEAETCS
MOWCK YXe U3BECTHOM MyTaunun. beicTpoe nonyyeHne pesynbTaTos (B TeyeHne 3—4 fHel nocne B3aTUS matepunana)
MO3BONSET NPUHATL PELLEHME O NpepbiBaHU 6epeMEHHOCTN CBOEBPEMEHHO.

Y nauueHTa ¢ B9 npodhmnakTuyeckue Mepbl B OTHOLWEHUW NOSBNEHNS Ny3bIPeil Ha KOXE U CAN3UCTbIX 06010ukax
BK/IIOYAIOT OrPaHNYEeHNE BO3MOXHOCTY TPaBMUPOBaHMS KOXMU (oaex aa, AmeTta, 0COBEHHOCTM yxoaa, HealreavnBHble
MOBS3KU, HAPYXHbIE CPEACTBA, YX0L, 32 MONOCTbIO pTa). Takum 06pasom, NpochrnakTnka pasBnTus OCI0XHEHNA,
IucnaHcepusaums, Nepmoanyeckmnii KOHTPonb NabopaTopHbIX NokasaTenei ANs BbIIBNEHUS U KOHTPONS aHEMWU, MONHbIA
OCMOTP NaLUMEHTOB C LiE/bi0 PAHHETO BbISBNEHNS 3/10KAYECTBEHHBIX ONYXONE KOXW, CBOEBPEMEHHOE NeYeHre 3y6oB
6ynyT cnocobcTBOBaTb CyLWECTBEHHOMY OBNErYeHNIO 1 YNYYLWEHNIO Ka4acTBa XMU3HN NaLUEHTOB.
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