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| BpoxaeHHbIn 6ynnesHbin annaepmMonns — eHoTunm-
YeCKM N reHeTUYeCcKn reTeporeHHas rpynna reHogepma-
TO30B, 0OYCMOBEHHbIX MyTaLUMsIMN B reHax, OTBETCTBEH-
HbIX 32 CMHTE3 CTPYKTYPHbIX 6EJIKOB KOXM, ob6ecrneyvBa-
IOLLMX MHTpasnuaepMasbHble UM gepMoanmaepManbHble
cBA3n. [ocKonbKy 3aboneBaHne MOXET MPOSBUTLCA YXKE
nocne poxpaeHuns pebeHka, OHO ABMAETCH HacneacTBeH-
HbIM, 1 MpaBuiibHEE ero HasblBaTb HACNELACTBEHHbIN 6yn-
nesHbin anugepmonus (HBJ).

B HacToswwee Bpems HBED BknovaeT B ce65 4 OCHOB-
Hble rpynmnbl U 0Kono 30 KNMHUYECKNX hOpM, O6beANHEH-
HbIX OAHUM O6LUUM NPU3HAKOM — MeXaHU4eckon cnabo-
CTbIO UMM XPYNKOCTbIO 3NUTENUasnbHbIX CTPYKTYP KOXMW.
K ocHoBHbIM rpynnam HB3 oTHOCHAT npocTol 6ynnesHbin
anugepmonus (MB3), norpaHnyHbIi 6ynnesHbii anugep-
monua (Morpb3), aMctpodmyeckunii 6ynnesHobin anMgep-
mMonu3 (OB3) n cuHgpom Kunanep [1].

Mo Tuny HacneposaHus rpynna HBES reHeTnyeckn He-
opHopogHa. MNb3 HacnepyeTcs NPEnMyLLIECTBEHHO MO ayTo-
COMHO-AOMWUHaHTHOMY Tuny, MorpBd — no ayTocomHo-pe-
LeccmBHoMy; 3abonesanunsa u3 rpynnbsl B3 — kak no ayto-
COMHO-[OMWHAHTHOMY, TaK 1 N0 ayTOCOMHO-PELIECCUBHOMY.

HB3 oTHOCUTCA K MOHOreHHbIM 3a60fieBaHusAM, cre-
JoBaTenbHO, AN pas3BUTUSA OOMUHAHTHOW (DOpMbI [O-
CTaTO4HO HaNM4YMsA OJHOM KOMWM MYTaHTHOrO reHa, a ans
pasBuTUA peLeccBHON TpebytoTcs ase Konuu. MNpn go-
MWHaHTHbIX doopMax 3aboneBaHus 60nbHblIE OETU BCTPe-
YaKTCA B K&XKAOM NMOKONEHUN, MPU peLIeCCUBHbIX hopMax
60/1bHONM MoNy4aeT MyTaHTHble FeHbl OT 060MX poauTe-
nen, PeHOTUMUYECKN HE UMEIOLLIMX MPU3HaKoB 3abornesa-
HUS, HO NMEKLLMX MyTaHTHbIe reHbl. [pn noéon popme
HB3 BO3MOXHbI MyTaumm de novo (MepBUYHbIE), YTO He
UCKI0YaeT HacneACTBEHHOro xapakTepa 3abonesaHus.

OCHOBHbIM KnMHU4ecKnM nposisneHnem HBD apnsaetca
nosiBfieHme ny3bipen U/mnm 3po3ni Ha KOXE U CIIN3UCTbIX
060/104Kax BCIEACTBME CHUXEHUSI UX PE3NUCTEHTHOCTU
K MeXaHW4YeCKMM BO3OENCTBUSAM, AaXe MUHUMAIbHbIM.
OnuTennsaumsa 3po3MBHbLIX OeEKTOB NPU pasfnnyHbIX
dopmMax MOrpaHUYHOro U gUCTPOUYECKOro 6ynnesHoro
aNngepMonn3a NPoUCXoanT ¢ (hopMMpoBaHNEM py6LOBON
TkaHu (4awe aTpoduyeckon) n MUnnMymoB. KnnHn4ecknm
NPM3HaKOM MOrpaHN4YHoOro 6ynne3Horo anugepmMmonnsa
epnuTua ABNAETCA N36bITOYHASA rPaHyNALMOHHAA TKaHb B
MecTax, NoABepratLLMXCcs MeXaHN4eCKOMY BO3LEVCTBMIO
(NpevMyLLeCcTBEHHO BOKPYT pTa 1 Ha HOITEBbIX BaSIMKaXx).

B puarHoctuke HB3 nmMetoT Takxe 3Ha4YeHue Takue
NPU3HaKN, Kak OHUXOAUCTPOUA, KepaTo3bl NnagoHen
M NOAOLUB, MUMO- N AenUrMeHTaums Koxu, aHemus. KoH-
TPaKTypbl, NCEBAOCUHOAAKTUINN N OTCYTCTBUE HOITENn —
YacTble NPOSABNEHUA TAXENO NpoTekarLwmx dopm 3ab6o-
neeaHus. K gpyrum, pexe BCTpevaloLMMca Npu3Hakam
HB3 oTHocATCA anoneuus, runep- v rmnornapos, Kapu-
€C, YacTU4Has UnNn NonHas ageHTUs, MMKPOCTOMUS, aHKU-
nornoccus, 3aTpygHeHve rnoTaHns, 3anopbl, MOHOCHI.

HekoTopble KnuMHMYeckue npu3Hakn 601e3HM npo-
SIBMAOTCA cpa3y MOCne pPOXAEeHWs, Apyrne e Moryt

pasBuBaTbCs B 6onee crapliem Bo3pacTte. Hanpumep,
hopmmnpoBaHmne pybLoBoOn atpodmm, MUANYMbI, NCEBRO-
CUHOAKTUMNKN, KOHTPaKTYPbl, ANCTPOUS HOrTel Unm npu-
06peTeHHas aHOHWXWUA Pa3BUBAIOTCH Yepe3 HEKOTopoe
Bpems (Mecsiubl, rofbl), MPU3HAKM NOPaXeHUs Xenynoy-
HO-KMLLEYHOro TpakTa NosiBNSTCA Npu nepesoae pebeH-
ka Ha TBepayto nuuly. OTcyTCTBME 3TUX MPU3HAKOB B Nep-
Bble MECSILbl XXU3HW He TOJIbKO He NMO3BONAET KITMHNYECKU
yctaHoeuTb chopmy HED, HO 1 3aTpygHsaeT auddepeHum-
anbHy ANarHOCTUKY C APYruMW My3blpHbIMK 3abonesa-
HUAMW, KOTOPblE MOTYT BCTPEYaThbCs Y AETEN.

Mpwn npoBepeHnn anddepeHumansHOM ANarHOCTUKN
HY>KHO Yy4uTbIBaTb BO3PACT MaumeHTa. Y HOBOPOXAEHHbIX
1 JeTeln NepBOro roda XusHu cnegyet otnmyats HBSD ot
APYrnx BPOXAEHHbIX M HACNEACTBEHHbIX 3a60neBaHni,
TakMx KakK BpPOXAeHHas 6ynne3Has UxTno3udgopmHas
apuUTpoaepmMus, HedepxaHue nurmeHTta (cuHgpom bBno-
xa — Cynbubeprepa), BpoxaeHHas nopcupusi, aHTepo-
naTu4ecKnin akpogepmMaTtuT, a Takxke OT MHEKLMOHHBIX
3aboneBaHu (anugemMuyeckas ny3blpyarka HOBOPOXAEH-
HbIX, 3KCchonMaTBHbIA AepmaTtuT, 6ynne3Hoe UMNeTuro,
KaHauOo3, repnec, BeTpsiHas ocna) U NpUobpeTeHHbIX He-
WHMEKLMOHHBIX (TOKCHYecKas aputemMa HOBOPOXAEHHbIX,
OETCKUM akponycTynes 303VHOMUINbHbIA NYCTYyNe3HbIn
PONNUKYNNT, TPAH3UTOPHbIA HEOHATalbHbIA NyCTyNnes-
HbIi MenaHo3). Y peTen crtapLuero Bo3pacrta v B3pOChbIX
OHa NpoOBOAUTCHA C UCTUHHOWM My3bipyYaTKOW, Bynne3HbIM
nemduronaom, repneTMpopmHbeiM gepMaTtutom LiopuH-
ra, NpMo6peTEHHbIM BYNNE3HBIM ANUAEPMONU30M, NNHE-
apHbeiM IgA gepmarto3om. B nposepgeHun guddpepeHum-
anbHOW AMarHOCTUKM MomoratoT flabopaTopHble nccne-
OOBaHNA — 06NN U BUOXMMUYECKUI aHanNU3bl KPOBU
(303nHODUNNA, AMCNPOTEMHEMNUSA, aHEMUS, NENKOLUTO3,
yBennyeHve COD3), 6akTepnmonornieckoe nccnegosaHme,
N3MEHEHUss MMMYHHOIO cTaTyca, onpegeneHne cogepxa-
HUS 303UHOCUIIOB B MY3bIPHON XNOKOCTH.

OpHako Ha OCHOBaHMM TOMbKO n3MKanbHOro obcrne-
JOBaHWA He BCeraa npeactaBnsaeTcs BO3MOXHbIM YCTaHO-
BUTb anarHo3 HB3. V B3pocnbix 1 geTen [OWKOSIbHOro
BO3pacTa B AMarHOCTMKe rnomoraeT aHamHe3 (Havano
3a60n1eBaHNA C POXAEHUS WU NMepBbIX MECALEB XU3HMW,
3HaYeHne MexaHN4eckoro paktopa B pasButum ny3sbipen
M 3po3unK, TeyeHne 6e3 peMnccui, nocnegoBartenbHoe
pasBuTMEe CUMMNTOMOB, Hann4ne 3a60neBaHNs B CEMbE).
O6Hapy>xeHve onpefenieHHbIX Cneunduyecknx KnnHuye-
CKMX NPU3HaKOB HeKOoTopbIx hopM HBED MoxeT ykasaTb
Ha gaHHyto natonornio. OgHako B 60NbLUMHCTBE Cy4ya-
€B A/19 YTOYHEeHNs gmarHosa TpebyeTca nposefeHve na-
6opaTopHOro o6crnefoBaHNsa nauneHToB. TpaanumnmoHHoe
naToMopdosnormyeckoe nccnegosaHue 6uonTtata KOXu
nossonset otnnumte HBES 0T HekoTopbIX 3abonesaHun
KOXW, Hanpumep, no ypoBHIO 06pa3oBaHus My3blps OT
WCTUHHOM akaHTONUTU4Yeckon nyabipyatkn. OgHako pas-
MunTb KNnHudeckne dopmbl HES mexay cobori ¢ nomo-
LLibIO PYTUHHOIrO NaToMOpPgOIorn4ecKoro nccnefoBaHuns
KO>XXN HEBO3MOXXHO.
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Mocne ncknoYeHns BCex APYrnx BO3MOXHbIX 3abone-
BaHWA NS NOATBEPXAEHUS AMarHo3a 3anofo3pPeHHOro
6ynne3Horo aNMaepMonn3a u ycTaHoBIIEHWNA TOYHOro ava-
rHo3a BHyTpw rpynnbl HE3 MoryT 6bITb MCMONL30BaHbI AO-
NONTHUTENbHbIE METOAbI ANArHOCTUKKN: MMMYHOdNoopec-
LUeHTHOe aHTureHHoe kaptuposaHue (MAK), TpaHcmuccu-
OHHas 9NeKTPOHHas Mukpockonusa (TOM) n reHeTn4eckui
aHanu3 (MonekynspHasa wnn OHK-guarHoctuka). Hekoro-
pble Bpayu, HakKonMeLLME GOMbLLUOM OMbIT B KIIMHUYECKOWN
avarHoctukme HB3, npegnoymnTaloT UCnofib30BaTh reHeTU-
YecKuii aHanM3 ans BepyumKaLmm KNMHUYECKM 04EBUOHbIX
dopm HBD (Hanpumep, reHepanM3oBaHHbIA PELLECCUBHBIN
OB3), 4To B psAge crnyyaes ABMSETCA LenecoobpasHbIM 1
BeAET K COKpaLLleHMIo 3aTpaT Ha AvarHocTuky [1].

TpaHGMMGCMOHHaH JJIEKTPOHHAaA MUKpoOCKonus

[o Hayana ncnonb3oBaHWsa B NPaKTUKE MMMYHOIHO-
opecueHTHOro aHanunsa, TOM aBnsnack «30M0TbIM» CTaH-
naptom B amarHoctmke HB3, Tak kak no3sossina onpege-
NNTb YPOBEHb 06pa30BaHNsA Ny3bips U 0BHAPYXUTb YIlb-
TPacTPyKTYPHbIE N3MEHEHUS B KOXE U HEeNOCPefCTBEHHO
B MOBPEXAEHHbIX CTPYKTypax, TaKUX Kak KepaTUHOBbIE
dmnamMeHTbl, 4ECMOCOMbI, NMONMYAECMOCOMbI, KpensLine
(AKOpHbIE) bunameHTbl, Kpenswme (AKopHble) hrbpwun-
nbl, KOTOpbIe MpW onpegeneHHbIx opmax HBS moryT
OTCYTCTBOBATb, NGO cogepxaTbCA B KOXE B HegocTa-
TOYHOM KONM4yecTBe, IM60 UMETb AeEKTHYIO CTPYKTYPY.
TOM nmeeT npemmyLlectso nepeg NAK B cuny BO3MOX-
HOCTM OMNpefeneHns MUKpopacLLEensieHNn 1 ynbTPaToH-
KUX U3MEHEHWI B 30He AepMo-anugepmMaribHOro coeu-
HEeHus Npu oTHOCUTENBHO Nnerkux copmax HB3, roe NMAK
MOXET AaBaTtb NOXHOOTpuLaTesbHble pe3ynbtaTtel. TOM
SIBNAETCA €OMHCTBEHHbIM HEMONEKYNSPHbIM METOAO0M
ONarHoCTUKK, KoTopasi MOXET YCTaHOBUTb U3MEHeHUs
B KOX€ 60JIbHbIX MPOCTbLIM reprneTUOPMHBIM BYIE3HbIM
anngepmonusom [oynuHra — Meapa, 40 nosiBfeHus re-
Hepann3oBaHHbIX CrPYMNMMPOBaHHbIX My3bIPHbIX BbICbINa-
HWIA, TaK Kak No3BosiIfeT BU3yannampoBaTb aHOMalbHble
TOHOMNameHTbl 6a3anbHblX KepatuHouutos [2—4]. Op-
HaKo B MMpPE HacYUTbIBAETCH HEeOOJbLUOE KONMMYECTBO
naéopatopuii, ocHalLeHHbIX TOM, COTPYOHMKN KOTOPbIX
UMeIoT onbIT paboTbl ¢ 6MoobpasLaMm KOXU 60SIbHbIX
HB3, a onsa npoeeaeHUs uccnegosaHnin TpebyeTcs Jopo-
rocrosiee crneuunansHoe o6opynosaHue. Tem He MeHee,
HEeCMOTpPS Ha BbICOKYID CTOMMOCTb uccnegosaHun, TOM
UrpaeT KIoHEBYIO POSib B HAY4HBIX MCCnenoBaHunsax [2].

WmmyHodhnioopecueHTHOE aHTUreHHoe KapTupoBaHue

MAK 6bino Bnepsble onvcaHo B 1981 rogy [5]. B ocHose
MeTofa NeXuIT nocnegosartenbHas 06paboTka npenapara Ko-
XM NauMeHTa NePBUYHLIMK aHTUTENAMUN K CTPYKTYPHbIM 6en-
KaM KOXW U BTOPUYHBIMW aHTUTENamm, MeHeHbIMU doroopec-
LMpYIOLLEN METKOWN, KOTOPbIE CBA3bIBAIOTCHA C MEPBUYHLIMMU
aHTUTENamu. B cBs3N € TeM, YTO M3BECTHO HOSbLLOE KONNYE-
CTBO 6€NKOB, AeeKTbl KOTOPbIX NPMBOAAT K pa3suTuio HBD
(kepaTuHbl 5 1 14, NNeKTVH, NnakounmnH-1, gecMonnakuH,

namMuHuH-332, abPB4-uHterpuH, konnareHs! VIl u XVII Tunos,
KUHOMWH-1), HEO6X0AMMO OMNpPenENsTb SKCNPECCUIO KaXO0ro
13 Hux. [oaTOMy Ona NPoBEeAEHNA UCCNENOBaHUA METOLOM
WAK n3 nonyyeHHoro éuontara KOXw U3rotasvBatloT He-
CKOMbKO rMcTonornyeckunx npenapartos [6]. MeTog ucnonb-
3yeTcs Ans onpefenieHns ypoBHs 06pasoBaHus ny3bips (BHY-
TpYaNuaepMasibHO, BHYTPW CBETIION MNacTUHKN 6a3anbHOW
MembpaHbI, Nog NJOTHON MNacTUHKOM 6asansHon membpa-
Hbl). MAK no3BonsieT Takxe onpenenvtb, AeduumT Kakoro
13 CBA3LIBAIOLLMX CTPYKTYPbI OEPMbI U annaepmmnca 6enxkos
Habnogaetcs. WAK onpegensieT 3KCnpeccuio CTPYKTYPHbIX
6enkoB B 30HE epMO-3nnaepMarnbHOro CoeaMHeEHMs), To eCTb
WX MPUCYTCTBUE, CHMXKEHWNE U OTCYTCTBME UX 3KCMPECCUM.
Ona uccnegosanuit MmetogoM VMAK ncnosnb3yoT nepBuYHbIE U
BTOPWYHbIE MOHOKITOHASIbHbLIE W MOSMKITOHASBHbIE aHTUTENa.
OTOT MeTof AMarHoCTVKK 6onee pacnpoCcTpaHeH, nerye Bbl-
MOMHUM W JeLleBse no cpaBHeHMo ¢ TOM.

Ona npaBuvnbHOM MOCTAHOBKW AnarHo3a MeTonoM
MAK HY>XHO UMeTb AOCTaTO4HbIA OMbIT NONY4YeHUs 61o-
06pasuoB KOXMW, NPUY4EM OOHUM U3 TPEO6OBaHUIN K NOMy-
YeHnto 61Mo06pa3LOB ABNAETCA HanM4mMe CBEXero (He
6onee 24 yacos) ny3bipa Ha Koxe. lNy3bipb MOXET 6bITb
KakK MOSIBMBLUMMCSI CMOHTaHHO, Tak M UHAYLUPOBAHHbLIM
HamMepeHHO, HanpMmep C MOMOLLLID TPEHUSA KOXW. Bu-
OMNCUI0 NPOBOAAT Ha rpaHuue BMAMMO 3[0POBOM KOXM
N CBEXero ny3bips UnM B 30He TpeHus (4epe3 30 MUH.
nocne ero okoH4aHus). MonyyeHHbI 6MonTaTt cpasy xe
nofBepraeTcs 3amMopO3Ke XUOKUM a30TOM MU NnomeLLia-
etca B domnanonorndeckuin pacteop (0,9% NaCl) Ha cpok
He 6onee 24 yacos. [1ns 6onee NpoooHKUTENBHOIO Xpa-
HEHMS UCMONb3YIOT CneunanbHyo TPaHCMOPTHYO cpeay
Michel. B Takom cocTosiHum 61oo6pasLibl KOXW MOryT CO-
XPaHATLCA B TeHEHME HECKONbKNX Hedenb [7]. B kayecTBe
TPaHCNOPTHOWM cpeabl HENb3s UCMONb30BaTh hOPManuH,
Tak Kak AMarHOCTUYeCKNE aHTMTeNa, UCMnosib3yemMble Mpu
WAK, nospexpatoTtcs hopManmHoOM.

J.-D. Fine n coaBT. pekomeHaytoT ncnons3osatb MAK
Kak MepBUYHbIA OUArHOCTMYECKUI MeTof, MoaTBepXaa-
owmii amarHo3 HB3 [2]. OpgHako, Tak Kak 3TOT MeToq siB-
NAETCs NOMYKONIMHYECTBEHHBIM, OH MOXET AaBaTb OLLUMOOY-
Hble (JTOXXHOMONOXUTENBHbBIE UK NTOXHOOTPULIATENbHbLIE)
pesynbTaTbl Y MaUMEHTOB CO CHWXEHHOMW 3KCcnpeccuemn
pdedekTHOro 6enka. B Takux cnyyasx npumeHsior TOM [8].
Mpu cpaBHuTENBHOM MccnegosaHnm TOM n NAK ona gua-
rHocTukn HB3 6bino nokasaHo, 4to metop MAK siBnseTca
60nee YyBCTBUTENbHBLIM (97% NpoTnB 71% y TOM) 1 cneu-
npunyHbiM (100% npotue 81% y TOM) [9]. CneayeT y4m-
TbIBaTb, 4TO C NOMOLLbIO TOM ONpenenstoTC CTPYKTYPHbIE
HapyLLeHus, TO eCTb NOBPEXAEHUST KEePaTUHOLMTOB, OTCYT-
CTBME UNN YMEHbLUEHME KpensaLwmX (SKOpHbIX) dounbpunn,
a MAK — pedomumt onpeneneHHbIX 6eKoB.

leHeTyeckuii aHanus

(monexynapuas unu [IHK-anarvocruka)
[eHeTn4eCcKuin aHanu3 ABNSETCA ONTUMAalbHbIM METO-

OOM Ons onpefeneHns Tuna HacnegoBaHusa U cneundn-



YeCcKnx MyTauumn nmetomxca y 6onbHbix HBO, a Takxe
Hambonee TOYHbIM METOAOM ANl BEpUdMKALMM pasnng-
HbIX KITMHMYECKMX (DOPM MPOCTOro, MOrpaHUYHOro 1 auc-
Tpodmyeckoro HBES. Monck n3BeCTHbIX MyTauui ABnseTcs
NepBUYHBIM ONArHOCTUYECKUM NMOAXO[O0M, OCOBEHHO B ce-
MbsiX 60nbHbIX HBO ¢ ayTOCOMHO-AOMMHAHTHBIM TUMOM
HacnegosaHus (Hanpumep, MyTaumm B reHax, oTsedvato-
LMX 3a CMHTE3 KepaTnHoB-5 n -14 npu MNB3 1 KonnareHa
VIl Tna npyn gomuHaHTHOM OB3), B cuy TOro, 4To faHHble
MyTaumK, Kak NpaBuio, MOEHTUYHbI B CEMbE, CTpafatoLLEen
OaHHbIM 3aboneBaHneM. Takxe WUMEKTCHA AaHHble, YTO
MOUCK HEN3BECTHbIX MyTauMiA MOXET ObiTb OCYLLIECTBIEH
¢ ucnonb3oBaHveMm OHK-amnnungukaumoHHoro mertoga
n cekBeHuposaHvem PHK gedekTHbIx reHoB [10—13].

B HekoTOpbIX cuTyaumsax He NpencTaBiseTcd BO3MOX-
HbIM BbIMOMTHEHME BGMOMNCUM KOXW (Hanpumep, HOBOPOXAEH-
HOMY WM MPU OTCYTCTBUW YCIOBUIA 01 €€ NPOBELAEHMS)
ans neenenosanuna metogamm MAK n TOM, B Takmx cnyyasx
npuberaroT K NCNOMb30BaHUIO MTEHETUHECKOro aHanu3a. [o-
WCK FrE€HETUYECKMX MyTaLMn — ONUTENbHasA 1 3aTpaTHas me-
TOOVKA, €€ CTOUMOCTb 3HAUYUTENBbHO CHUXAETCA, ECNN KNKn-
HUYeCKM onpegeneHa copma 3aboneBaHuns, Tak Kak cyxa-
eTca nounck gedbekTHoro reHa. Nonck Takxe cokpallaeTcs,
€CIM YCTaHOBJEH reHeTnYeckuii aedpekt nnu doopma HBE3 y
NpsIMbIX POACTBEHHMKOB 60MLHOrO pebeHka [14].

["eHeTU4eCcKUin aHanM3 UrpaeT K4YEBYHO POsb B NpeHa-
TasIbHOW OMArHOCTUKE U ABNSETCA BaXKHbIM MHCTPYMEHTOM
Hay4HO-MccnenoBaTebCKon aeaTensHoCTU. B nepcnektuee
reHeTU4YeCKUi aHanna 6yaeT CNy>XWUTb OCHOBOW Ans NOCTPO-
€HVA TaKTUKM NedeHus. HemanoBaxHas ponb reHeTnye-
CKOMy aHanu3y oTBOOUTCS B NEPCNEKTVBHOM HarpaBfieHn
Ne4eHNsT — FreHHOW Tepanuu, rae OCHOBOW ABMSETCH onpe-
JenexHvie cneumduyeckon MyTaumm Npu pasnmyHbIX KIUHK-
Yecknx dpopmax HBD. Ha cerogHsaLHWIA OeHb cHUTaeTcs,
YTO FEHETUYECKOE UCCNEeaoBaHNe He ABMNAETCS NEPBUYHbIM
OMarHoCTUHECKMM METOAOM Y NauMEHTOB C ByNe3HbIM 3nu-
0epMOnn3omMm, NOCKOJbKY onpeaeneHue Mytaumm He Bnuvs-
€T Ha TakKTUKy nedveHus. Ho gaxe B HacTosiLLee Bpems 6e3
Hero He 060MUTUCL, ECNN B CEMbE, rae UMeeTCs pebeHoK C
HB3, nnaHnpyeTcs 6epeMeHHOCTb M NpeAronaraeTcs npo-
BefleHVe nNpeHaTanbHOW ANarHOCTUKM 3a60eBaHuS.

“IJEHaTaI'IbHaﬂ ANArHocTuKa

Kak n3BecTHO, 0O HacCTOsILLEero BpeMeHn He paspa-
60TaHO ahEKTMBHBLIX MeTofoB Tepanun HBE3, noatomy
0COBEHHO BaXXHOE 3HA4YeHWe Ha cTaguv MnaHMpoBaHMA
CeMbW, HaxofsdLlencs B rpynne pucka HacnegoBaHus
JaHHOW naTtonoruu, npuobpeTaeT npeHaTafnbHas gua-
FHOCTUKA M FeHeTU4ecKkoe KOHCyNbTupoBaHue. lepBoe
coobLLeHVe 0 npeHaTanbHOW AMarHOCTUKE OQHOW U3 Hau-
6onee Taxenbix opm HBD (netanbHOro reHepanunso-
BaHHoro [Morpbd Mepnutua) 66110 ONY6NMKOBAHO eLle
B 1980 r. [15]. Ana npoBeneHus OMarHOCTUKM Obin UC-
Nnonb30BaH 6uoNTaT KOXW NSI0AA, NONYYEHHBIN BO BPEMS
deTockonuu BO BTOPOM TpUMeECTpe 6epemMeHHoCTU (Ha
16-11 Hepene). [1ns NocTaHOBKM AmMarHo3a B TO BPeMs UC-

nonb30Basiv CBETOBYIO MUKPOCcKonuio 1 TOM, HO gaHHble
0 HB3 orpaHuymBanuck Tonbko TXenbiMu hopmamm no-
rpaHU4YHOro U peueccMBHOro AUCTPomnYecKoro 6ynnes-
Horo anugepmonusa. Hegoctatkamm npoBegeHUst Takon
MaHUMynaumMm SBRSINCb HEOO6XOAMMOCTb NCMOMNb30BaHWSA
cefaTVBHbIX MPenapaTtoB U MECTHOM aHeCTe3nK, a Takxke
TpaBMaTU4HOCTb BBEAEHUS TPYOKn heTocKona B NosiocTb
MaTKW, YTO MOBbILLANO PUCK NPEXAEBPEMEHHOrO Npepsbl-
BaHWA 6epeMeHHoCTH [16].

YcoBepLUeHCTBOBaHNE MOMNEKYNAPHbIX METOAOB AMa-
FHOCTUKK NMO3BOIMNO NPOBOAUTL NpeHaTalibHy0 AUarHo-
CTMKY Ha OCHOBaHWM aHanunaa getanbHon OHK, koTopyto
MOXHO MOMY4YUTb U3 aMHUOTUHECKOMN XWMAKOCTU W/Unn
BOPCWH XOpWoHa. buoncusi BOPCMH XoproHa M amHWo-
LileHTe3 NO3BONSAIOT CYLLECTBEHHO CHU3WUTb PUCK Mpexae-
BPEMEHHOro npepbiBaHNs 6€peMEeHHOCTM MO CPaBHEHMUIO
¢ cheTockonmen, a Takxxe NPOBECTU OaHHbIA BMA ANArHoO-
CTVKM B NepBoM TpumecTpe (8o 11 Hepmenb 6epemMeHHo-
ctn). JoponoBas AMarHoCTUka BO3MOXHA TONbKO B TOM
cny4ae, Korga ee nnaHupyioT 3apaHee. [1o HacTynneHus
6€pPEMEHHOCTM HYXHO YCTAHOBUTb TOYHO FEHETUYECKUN
nedekT y 6onetoLero 4neHa cembn. Ecnn gedekTHbIn
reH yXXe U3BECTEH, TO MOMCK TaKOoW Xe MONOMKKU y nfoga
3aHMMaeT BCEro HECKOMNbKO AHEW, YTO co3daeT BO3MOX-
HOCTb NpoBefeHus abopTta B 6e3onacHble ansa 6epemeH-
HOW >XXEHLUMHbI CPOKW. TPYOQHOCTLIO B AMArHOCTUKE MOXET
ABMATbCA MO3auuM3M, Mpu KOTOpoM Yy pebeHka MoryT
npucyTcTBOBaTh ABe W 60nee reHeTUYeckn pasnnyHble
nonynsauMmn knetok [17, 18].

OpHVM 13 BaXKHbIX HE[OCTATKOB 060MX METOAOB npe-
HaTanbHOW OMarHOCTUKKU (6MOMNCUN KOXM M0AA W aHa-
nmnza cetanbHor OHK) aBngeTca nx npyMeHeHue npwu
YyXe COCTOsIBLUENCA 6epeMEeHHOCTU. A Mpu BbISIBNEHUN
MyTauui, xapakTepHbix ana HB3D, eguHCTBEHHbIN NyTb
npenoTBpaLLeHns JaHHOro 3a6oneBaHns — npepbiBaHne
6epemMeHHocTM [19]. BDTO NnogHMMAET STUYECKue BOMNPOCHI
MOpanu 1 HPaBCTBEHHOCTU AN MHOIMMX Nap, HaxoasLmx-
CA B rpynne p1cka no nosiBfeHnto 60nbHbIX geter. Kpome
TOro, MHOrve napbl He 6yQyT paccmartpuBaTb NpepbiBa-
Hne 6epeMEHHOCTUN KaK BbIXOA M3 CIOXMWBLUWIACS cUTya-
LnM U3-3a PEIUIMO3HBIX U NINYHBIX YOEXOEHNA.

Hpeumnnamauuonnaﬂ reHeTnyeckKkasa gQUarHocTuka
MpeumnnaHTaLMoOHHan reHeTn4eckas AMarHocTukKa
(Mrpg) saenaerca NnepcneKkTMBHbLIM anbTepHATUBHLIM METO-
JOM Hapsily C BblLLENEPEYNCIIEHHBIMU, KPOME TOro, Me-
TOO MOXET ObITb 4acTbi0 IKCTPAKOPMNOPasbHOrO OMoAo-
TBOPEHUS, BbISABAA TEM CaMblM Pa3fiNyHble OTKITOHEHMUS
pas3BuTMsa aMOpPMOHa eLle Ha cTagum 6nactounctsl. CyTb
JaHHOro MeTofa 3aKmno4yaeTcsl B ONSI0J0TBOPEHNM OBOLIM-
Ta (He3penon AnueKneTKw) in vitro, 4To BegeT K o6pa3osa-
HUo aM6puroHa. Korga amM6puoH gocturaeTt ctagum 8- unu
12-kneTo4yHOro cybbekra, NPoM3BOAUTCA OTLUENsieHne
OfHON KNeTKN Ans ganbHenLlero reHeTM4ecKoro aHanm-
3a. Ecnn reHeTnyecknin aHanus ykasbiBaeT Ha HopMarib-
HbI FEHOTUN — 3MOPUOH MOACAXMBAIOT B MaTKy, MHa4ve
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ero ytunuanpytot [20]. OAna MIO Takke BO3MOXHO UC-
Nnonb30BaHWe MONSAPHbIX Tenew, ABASILMXCSA NOO6O0YHbIM
NPOAYKTOM MENOTMYECKOro AeneHus, He TpebyoLmxcs
Ona nanbHewwero passutmsa [21].

Mpu ycnewHoM nNofcaxmeBaHumM 3MO6prUoHa U YCTaHOB-
NEeHUN cocTosBLIENCH 6EPEMEHHOCTM MPOBY BOPCUHYA-
TOro XOpuoHa Af1s NOATBEPXAEHUA UNN ONPOBEPXEHUS
anarHosa HB3 npepnaraloT BceM cynpyXeckum napam,
npoxogawwmm M Ha cpoke oo 11 Hepgenb 6epeMeHHO-
CTW, YTO NO3BONIAET YTOHHUTb HaNMM4YMe COCTOSBLLIENCS Ge-
PEMEHHOCTU N OTCYTCTBME HAaCNEOCTBEHHbIX aHOMasnuin,
Tak kak M0 npon3BogMTCs OO HACTYMNSIEHUS KIMHUYe-
CKOW 6epeMeHHoCTH [22].

Bnepsble MeTOA NpeNMMIaHTauMOHHOW reHeTUYECKON
ONarHocTMKM 6bIn ycnewHo npumMeHeH B 1990 r. [23].
C Tex nop B nuTepaType OMMCaHO HECKOJIbKO Cry4YaeB
NPUMEHEHUSA NMPEUMIIAHTALMOHHOW FreHETUYECKON ana-
FHOCTUKM y 60nbHbIX HED [24—26].

B cBA3Kn ¢ Tem, 4TO MeToq NPEeNMNNaHTaUMOHHON re-
HETUYECKON ONarHOCTUKN TEXHONOMMYECKU COXEH U 3a-
HUMaeT MHOrO BPEMEHU ON1s OnpefeneHns NCKOMON My-
Tauun, 6611 pa3padboTaH YNpoLLEHHbIN MeTo NpenMniaH-
TaumoHHOro reHeTn4yeckoro rannotunuposanusa (MIT).
[aHHbIN MeToh NO3BOMSAET NPOBEPSATb AMOPUOHBLI Ha Ha-
nuyme 60NbLLON rpynnbl MyTauuiA, KOTOpbIe HE NOALAOT-
€A BbISABMIEHUIO MpW NomoLm obbi4HbIX JHK-TecTtoB. CyTb
MeTofa 3aknvaeTca B MHorokpatHorn pennunkauum OHK,
MO3BONSAIOLLIEN JOBECTU €€ KOHLEHTPpaUMIO A0 NPUrogHbIX
Ons onpepeneHnsl NCKOMbIX MyTaumin NOCpeacTBOM CTaH-
napTHbix npotokonos MNUP-guarHoctukm [27]. Mpu NI
coKpaLlaeTcs pUCK OLUMOOYHBLIX pe3ynbTaToB, a addek-
TMBHOCTb MOCTAaHOBKM AMarHo3a Bo3pactaeT o 95% [28].
MeTtogn 6b1n paspabotaH B 2005 r. A. Hellani n coagr. [29]
n ycoBepLueHcTBoBaH P. Renwick n coasr. [30].

Ncnonb3osanue MM -meToaa No3BonsieT B HECKONbKO
pas cokpaTtuTb BpemMs 06Hapy>XeHU MCKOMOW MyTauuu,
a Takxe (hmHaHcoBble 3aTpaTthbl No cpasHeHwuto ¢ M.

HeunBasusubie MeToAbl npeHaTaanoﬁ AUArHoCTuKu

Bce BbiwenepevncneHHole MeTodbl npeHaTanbHOu
OWarHOCTUKU SIBNSOTCS MHBA3UBHBIMU U B TOW WU UHOM
CTENeHN MOryT MOBMAMATb Ha pa3BuUTME Noda U Ha Teve-
Hne 6epeMeHHOCTU. B cBA3M € 3TUM MOeT NOCTOSIHHbLIN
NMOUCK HOBbIX METOLOB, CHMXAKLLNX PUCK MHBA3UBHOIO
Bo3gencTema [31].

Cpenun Taknx METOAOB MOXHO BblAENUTbL METOA Yib-
TPa3BYKOBOW AMArHOCTUKW, KOTOPLIN NO3BOSSIET BU3yasnu-
31poBaTb HEKOTOPbIE OCOGEHHOCTU Pa3BUTUS Niogda npu
OrpaHMyYeHHOM KONMYECTBE TSXKENbIX NaTONOMin, a Takxe
Opyrue CTPyKTypbl COOEPXMMOro MaTku, KOTOpble MOTyT
6bITb OEHTUINKATOPAMM HEKOTOPLIX BPOXAEHHbLIX 3a60-
nesaHui. K Takum nokasatensaMm MOXXHO OTHECTU OCOBEH-
HOCTW (peHOoTUNa NNOAHOro Anua: pasMepbl HOCOBOM KO-
CTU1, BOPOTHNKOBOM 0611aCTH, XXENTOYHOro MeLLka [32—34].

K nepcnekTvBHOMY MeTOAy HEMHBA3WBHOW npeHaTarb-
HOWM OmarHOCTUKM oTHocuTcs onpefenerve OHK am6proHa

(dbeTanbHon OHK) B kpoBAHOM pycne matepu. MeTog Haxo-
OUTCA Ha YPOBHE JOKMMHMYECKUX ucnbitaHnii. Onpegene-
HO, YTO MNaBHbIM UCTOYHUKOM oeTansHon OHK B nnasme
KpPOBW MaTtepu siBnsieTca nnaueHta. Cuuraertcs, 4to de-
TanbHas JHK B KpoBKM Matepu HaxoguTca Kak B CBOGOM-
HOM BuAe (BHekneTo4Hasa detanbHaa AHK), Tak u B agpe
Knetok (spepHas detanbHas OHK). CnoXHoCTbio AaHHOro
MeTofa ABNSAETCA HE3HAYUTENBHOE copepXaHune detanb-
Ho [JHK B KpoBn maTepu (npumepHo 1 agepHas detanb-
Haa OHK Ha 1 mn KpoBwu). BHekneTo4Has getansHaa OHK
COCTOUT B OCHOBHOM M3 KOPOTKMX doparmeHToB (< 200 nap),
4yTO elle 6onee ycrnoxHseT npouecc ee noucka [35]. Kpo-
Me TOro, Ans ee BbiAeneHns TpebyeTcs He LenbHas KpoBb,
a ToNbKO nnasma. KayecTBeHHas oueHKa BHEKNeTOYHOW
etansHon OHK MoxeT gaTb BaxHyl0 MHOpMaumio o
nnoge. Ha cerogHAWHUIA AeHb HAKOMMeH 60MNbLUON OnbIT
AmarHocTuku detansHon OHK npu HacnegcTeeHHoW nato-
NOMMM C N3MEHEHVEM YMCIa XPOMOCOM — aHeyniouann,
Takmx Kak cvHgpom [ayHa (Tpucomus 21 XpOMOCOMBI),
cuHgpom Saeappca (Tpycomms 18 XpoMOCOMBI), CUHAPOM
LepeLueBckoro — TepHepa (MOHOCOMUS MO X-XpOMOCOME
Y XXEHLLUMH), cuHapomM KnariHdenbTepa (LononHuTeibHas
X-xpomocoma y Myx4umH) n ap. [JJocTtoBepHOCTb onpepene-
HUA TaknMX aHoOManu coctaenseT go 99,9%, a pUCK NOXXHO-
NONOXUTENbHbIX pedynbTatoB — meHee 0,1% [36—41].
YuntbiBasi, 4To O6HapyXeHWe N U3yYeHue BHeKIe-
ToyHon cbetansHon [HK Becbma 3aTpyfnHeHo, Bbi3blBaeT
6OMbLLOWN MHTEPEC U3YHeHMe INUreHeTUHECKX hakTopoB,
BNMAOLLMX Ha cheTanbHyo OHK, v BbisBneHne anureHeTn-
YeCcKNX MapkepoB 060MX poauTenen Ans UCnosib30BaHUs B
HEVHBA3MBHOW NpeHaTasibHon anarHocTuke HB3 [42].

3akniouenue

Takum 06pa3oM, Ha OCHOBAHMU TOJSIbKO KIIMHMYe-
CKOWM KapTWHbl He Bcerga faxe OnbITHOMY AepMaTtonory
NpeacTaBnseTCsd BO3MOXHbIM YyCTaHOBUTbL anarHo3 HBD
W onpenenuTb KNMHUYECKy hopmy 3aboneBaHus, 0co-
6EHHO B MepPBbIN rof XU3HU 60nbHOro. Heo6xoauMoCTb
TOYHOM OMarHOCTUKM CBA3aHa C TeM, YTo paspabarbiBa-
€eMble B HacTosLLee BpeMs MePCrNeKTUBHbIE METOAbI Te-
panuun (reHHas n 6enkoBas Tepanus, nepecagka KynbTyp
KNEeTOK) HanpaefeHbl Ha Ne4YeHne 60JbHbIX C OnpeaeneH-
HbIMK hopMamun 3a6oneBaHus.

Onsa yTouHeHus rpynnbel u doopmbl HBS npuberatot k na-
60paTopHbLIM MeToAam AMarHoCTUkK. OnTumanbHbIM gua-
rHocTuyecknm metogom saensetcs MAK, Tak kak oH 6onee
OOCTYMEH N HE 3aHMMaeT NPOAOIKUTENBHOrO BPEMEHW ANt
BbISIBIEHNSA 3KCMPECCUN CTPYKTYpHbIX 6enkos. K TOM npu-
6eratT Kak K JOMOSIHUTENBHOMY MeToay B cryyasx, Korga
He yaaeTcs YCTaHOBUTb U3MEHEHUS B 30HE AepMOo-3anuaep-
MarbHOro coeamHeHus ¢ ucnonb3osaHnem NAK. Vicnonb3o-
BaHWe reHeTUYEeCKOro aHanmsa — JOpOorocTosiLiee U 3aHn-
MaroLee, Kak npaBsusio, OUTENbHOE BPEMS UCCIENOBAHNE,
He OKa3blBaloLLee CYLLECTBEHHOIO BMIUSIHWA HA TakTUKy Te-
panun. BmecTe ¢ TeM OH, 6€3yCnoBHO, HEOBXOAMM KakK He-
oTbemriemasi YacTb npeHaTasibHo anarHocTukm. [l
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