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Pesiome

B HacTog1lee BpeMsa B MEAUITUHCKOM reHeTUKE COXPAaHSeTCs 3HAaUMTEABHBIM Pa3phIiB MeJKAY PearbHOM BpauyeOHOM IOo-
MOIIBIO ¥ HAYYHBIMHU AOCTU KEHUSIMU B OOAACTH MOAEKYASIPHO-OMOAOTUYECKUX TEXHOAOTUN. ANarHo3 HaCAeACTBEHHOMU Ta-
TOAOTMU CTaBUTCSI HEUYaCTO, a reHeTUYeCKHUe 3HaHus He CIIellla BXOAAT B MeAUIIMHCKYIO IPaKTHUKY. boAbIlas 4yacTb OOABHBIX
C HACA€ACTBEHHBIMH 3a00A€BaHUSIMU UMeeT COBEPIIEeHHO APyThe AMarHO3bl ¥ A€UUTCS Y CHeIIUaAMCTOB 10 IIPUHIIUILY Be-
AYIIIEro KAMHUYECKOTO CUMIITOMA, KaK, HallpuMep, YMCTBEHHasI OTCTaAOCTh, CKeAETHEIE AepOpMaIuy, TAa3Hast ITIaTOAOTHS,
TYyTrOyXOCTb, aTpoUIeCcKUe, UXTUO30IIOAOOHBIE UAY IICOPHAa30(POPMHBIE U3MEHEHUI KOJKU U T. A. KAUHIKaA HaCA€ACTBEHHOU
IaTOAOTHUM HEepeAKO OBIBaeT IIOXO>Ka Ha XOPOIIO M3BeCTHBIe U 4acTO BCTpedaloluecs: 00Ae3HH, IIOCKOABKY CYLIeCTByeT
(eHOTUIIUECKOE CXOACTBO MEJKAY F'eHeTHYeCKH reTepOTeHHBIMH 3a0oAeBaHUAMU. [Ipu 5ToM omIMOOYHAasi AMarHOCTHKA
IIPUBOAUT K IaTOTEHETUYECKH HeOIIPaBAAHHOMY AeUeHHIO. B Harrel paboTe onrcaH KAUMHHUYECKUH CAydal IIPOTEPOUAHOTO
CHUHAPOMA, IIOATBEPIKAEHHOTO ITUTOTeHETUYECKOM AMarHoCcTUKOM Ha 6a3e ITCIT6I'MY. ITanmeHTKa Ha IPOTSI>KeHUU 26 AeT
HaOAIOAAAACH C PA3AMYHBIMHU AePMAaTOAOTHUYECKUMU CUHAPOMaMHU. [1pu MyABTUAUCIIMIIAMHAPHOM MOAXOAE K BepUPUKALUN
HACAEACTBEHHOTO 3a00A€BaHUsI BpauyaM-AePMATOBEHEPOAOTaM M BpadaM-IeHeTHKaM YAAAOCh YTOUHUTh HAaCA€ACTBEHHBIN
XapaKTep HOPa’kKeHUs KOJKU Y NAallTUeHTKH U IOATBEPAUTD V Hee IPOTePOUAHBIN CHHADPOM.

KhrroueBble CAOBa: IPOTE€POUAHBIN (DEHOTUII, CTUTMBI AM32MOpHOTreHe3a U MaArble aHOMaANUM Pa3BUTHSL, OCOOEHHOCTH
denoTHUIIa TPU HACAEACTBEHHBIX CHHAPOMAaXxX

Ans nutuposanus: Kopxeneckast M. A., Kamuna C. B., 'mupuna T. A., PomanoBa O. A., Cepeauna B. A., Aantues C. A. Mop-
dororugeckre 0COOEHHOCTH NalleHTKH C IIPOT€POUAHBIM (PeHOTHIIOM. Yuenble 3anucku [ICII6I'MY um. axag. Y. I1. ITaBrosa. 2023;
30(3):92—99. DOLI: 10.24884/1607-4181-2023-30-3-92-99.

* ABTOp AAs cBa3u: MapuHa AHatoabeBHa Kopskenesckasi, OI'BOY BO IICTIGIMY uwm. M. IT. [TaBroBa Munsapasa Poccun, 197022, Poccust, CaHKT-
TTeTepOypr, yA. AbBa TOACTOTO, A. 6-8. E-mail: korgmar@rambler.ru.

Marina A. Korzhenevskaya*, Svetlana V. Kashina, Tatyana L. Gindina,
Oksana L. Romanova, Vera A. Seredina, Sergey A. Laptiev,

Pavlov University, Saint Petersburg, Russia

MORPHOLOGICAL FEATURES OF A PATIENT
WITH PROGEROID PHENOTYPE

Received 23.05.2023; accepted 06.12.2023

Currently, in medical genetics, there is a significant gap between real medical care and scientific achievementsin the field

of molecular biological technologies. The diagnosis of hereditary pathology is made infrequently, and genetic knowledge is
slowly entering medical practice. Most patients with hereditary disorders are under completely different diagnoses and are
treated by specialists according to the principle of the leading clinical symptom, such as, for example, mental retardation,
skeletal deformities, ocular pathology, hearing loss, atrophic, ichthyosis-like or psoriasiform skin changes, etc. The clinic of
hereditary diseases is often similar to well-known and frequently occurring diseases, since there is a phenotypic similarity of
genetically heterogeneous diseases. Misdiagnosis leads to pathogenetically unjustified treatment. In our work, we described
a clinical case of progeroid syndrome that confirmed by cytogenetic diagnostics based on the Pavlov University (Saint Peters-
burg, Russia). The patient has been observed with various dermatological syndromes for 26 years. With a multidisciplinary
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approach to the verification of hereditary disease, dermatovenerologists and geneticists were able to define the hereditary
nature of the skin lesion in the patient and confirm her progeroid syndrome.

Keywords: progeroid phenotype, dysembryogenesis stigmas and minor developmental anomalies, phenotypic features

in hereditary syndromes
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BBEAEHHE

Bpo>kaeHHBIE U HACAEACTBEHHEBIE OOAE3HU OTKAQ-
ABIBAIOT CIIeNU(PUUECKUU OTIEeYaTOK Ha (PEHOTHII
VAU BHEITHUHN OOAMK TaliueHTa. Ka>XAbBIN MaliueHT C
KOHKPETHBIM HACAEACTBEHHBIM 3a00A€BaHUEM UMe-
€T CBOM OCOOBIM UHAUBUAYAABHBIU T€HOTHUII (T€HETHU-
YeCKUM AQHAIIAPT), OIPEAECAIIOIINN XapaKTEePHYIO
KAMHUYECKYIO KapTUHY UAU (DEHOTHUII 3a00AEBAHUA.
ONBITHBIY TAA3 CIEIJUAAUCTA MOJKET CPa3y 3aMETUTh
HeMaAOBa’KHBIE IPU3HAKU NAaTOAOTUU: HECOOTBETCT-
BUe (PU3UUECKOTO UAU YMCTBEHHOTO PA3BUTHUS BO3-
pacty OOABHOIO, HAAWYUE y Hero crenuuiyecKux
4epT AMIQ, U3MEHEHHe CTPOEeHUs Yyepela, KOHEUHO-
CTeM, KOJKH, BOAOC, 3y0OB U T. A. [TOCKOABKY HacAea-
CTBEHHAs U BPOJKAEHHAs AaTOAOTHUS BCTPEUAIOTCA Y
MaIMEeHTOB AETCKOI'O M B3POCAOT'O BO3PAcTa, TO Bpauu
AIOOOU CIIEIIMAABHOCTH B CBOEU IIPAKTUKE AOAKHBI
0OAAAATh HABBIKOM BBIIBACHUS MAABIX QaHOMAAUM pas3-
Butusa (MAP), Ha3bIBaeMBIX CTUTMaMU AU33MOPHUO-
reHesa.

MAP xapakTepu3yroTcs MOP(POAOTHIECKUMU U3-
MEHEHUSIMHU OTAEABHBIX OPraHOB UAU TKaHEH, BBIXO-
AAIIUMUA 3@ IPEAEABl BapUALUU HOPMBI, KOTOPBIE HE
COIIPOBOYKAQIOTCA HapylleHueM (PYHKIIMU OpraHa,
a Tak’Ke He IBAFIOTCS CYILIeCTBEHHBIM KOCMETHYe-
ckuM pepekToM. MAP MOTyT 3aTparuBaTh IIOYTH BCe
CTPYKTYPHI TeAA UEAOBEKa, OHU He TPeOyIOoT Aede-
HUS, HO UMEIOT AUAarHOCTUYECKOEe M IIPOTHOCTHUYe-
CKO€e 3HaueHHe. BO3HUKHOBEHUE 3TUX BAapUAHTOB
CBS3BIBAIOT C 9OMOPUOHAABHEIM UAU C IIAOAHBIM IIe-
puoaoM MopdoreHes3a 4eAOBEKa, XOT4 Yallle BCero
MAP npogBAFIOTCS KaK HapylleHus TMCTOreHe3a.
Ha ceropHAIIHUN A€HB Y YeAOBEKa OIIUCAHO OOAee
200 MAP, 6oablIast 4aCTh 13 KOTOPBIX AOKAAN30BaHa
Ha AHMIeEe, KUCTAX U cTonax. OAHAKO TOABKO OKOAO
80 13 HUX Ba’KHBI B AMATHOCTUKE HACAEACTBEHHBIX
3abonreBaHui. AHaAn3 MAP y 3A0pOBBIX 1 OOABHBIX
AIOAEU MOKAa3bIBaeT UX PA3AMUYHYIO AMArHOCTHYE-
CKYIO0 M IIPOTHOCTHUYECKYIO 3HAYMMOCTB, IIOJ3TOMY
cpepr MAP IpUHATO BBIAEAAITE POHOBBIE IPU3HAKHI
U, COOCTBEHHO, MUKpoaHoMaAuu [1, 2].

DonHoBLIE IPU3HAKU MIMPOKO PACIPOCTPaHEeHb
B MOIYAAIIMY, OHU PABHOBEPOSTHO BCTPEUAIOTCHA Y
3AOPOBBIX U OOABHEIX AuIL,. K (pOHOBBIM NpHU3HaAKaM
MOJKHO OTHECTH (pOpMY UAU OBAA AMIIG, Pa3pes raas,
CcUHO(PU3, CBOOOAHYIO UAU IIPUPOCITYIO MOUKY yXa.
B cBO10 OUepeAb, MUKPOAHOMAAUH Yallle BCTPEYatOTC s
B [OIIYASILIUU Y AU, C HACAGACTBEHHOU ITaTOAOTHEH,
HEe>KeAU Y 3A0POBBIX. K HUM MOJKHO OTHECTHU I'MIIO-
WA TUIIEPTEAOPU3M I'Ad3, KOPOTKUU WUAU AAWHHBIA

(PUABTD, CEAANOBUAHOE IIEPEHOCHE, KAIOBOBUAHBIN
HOC, 3IIUKAHT, HEOOBIYHYIO (POPMYy YIIHOU PaKOBU-
HBI, HU3KOE PACIIOAOKEHME YIIIEeH, TUITONIAA 31O YeATO-
CTel, aHOMAAUU 3yOOB, IAABIEB KUCTEU U CTOII, HU3-
KMU pOCT, aronenuu u Ap. ['1o ueTkocTu perucrpanmuu
QHOMAAMU PA3BUTUA MOJKHO PA3AEAUTH Ha 3 TPYIIIILL:

1) arnpTepHATUBHEIE, KOTOPBIE MOTYT OBITH UAU HE
ObITh, HAIIpUMep, HaCeYKU Ha yXe, IallUAAOMEIL, Ae-
(PEKTBI CKAABIIQ;

2) U3MepUTEABHBIE, KOTOPBIE OIIPEAEASTIOTCS YH-
CAOBBIMU 3HQUEHUAMU, HAIIPUMED, YAAUHEHHE, VKO-
poueHUe UAU CMellleHre YaCTH TeAa UAU OpraHa;

3) onucareAbHBIe — U3MEHEHUd IBeTa U POPMBI
TKaHel, BOAOC, KOJKU.

Beaunko 3Hauenue rex MAP, KOTOpEIE Y 3A0POBBIX
AUI] IOYTHU He BCTPEYaroTCs], TaK KaK UX BBISIBAEHUE
IIO3BOASIET 3AII0AO3PUTh HACAEACTBEHHYIO ITATOAOTHEO
y nanueHToB. VIMEHHO M03TOMY MHOT'HE UCCAEAOBa-
TEAM CKAOHHBI pacCMaTpPHUBaTh MUKPOAHOMAAUM KaK
MapKepbl HACAEACTBEHHBIX M BPOKAEHHBIX OOA€3-
Hel. Hampumep, K MHKPOIPOSABACHUAM KPYIIHOTO
BPO’XKAEHHOTO IIOPOKA — PAaCIIeAUHBI I'yOBl U HeOa
OTHOCAT aHOMaAuU (PPOHTAABHBIX 3yOOB BEpXHEU
YEeAIOCTH, aCUMMEeTPHUIO HOCOBOM IIEPErOpPoOAKH, PY-
Oell Ha BepxHeu Iry0e, rUIIePTEeAOPU3M, PA3ABOCHUE
SI3bIYKA U QHOMAAUU PE3I[0B U KABIKOB.

Heo0xopAUMO y4HTBEIBATE HE TOABKO KOAWYECTBO
OAHOBpEMEHHO OOHapy>kuBaeMblx MAP, HO u ux
cBOeoOpa3Hble coueTaHus. Tak, aHTUMOHTOAOUMAHBIN
paspes raas, SUKaHT, TAIIePTEAOPU3M, IIAOCKAd I1e-
PEeHOCHUIIa, pa3Hasd AAMHA MU3UHIIEB Ha PyKaxX, KAMHO-
MAKTHAMS U IINOCKOCTOIIHE Yallle BCero HabAIOAQIOTCS
y pAeTelt ¢ TeTpapoyt @anno. 'mnepreropusm raas u
COCKOB B COUETAHUHU C ITOAUMAAKTHAMEHN Y4acTO IPeA-
IIoAaraeT TOPOKU MOUYEBBIBOAAIIEN CUCTEeMEI [ 1, 2].

Buemniauit Bup O0OABHBIX HaCAEACTBEHHBIMU 3a00-
AEBAHMSIMU 4YaCTO CTOAb clieluduyeH, 4TO AeAdeT
ux OoAee MOXOKUMU APYT Ha APyTa, 4eM Ha CBOWX
poauTeaent. Hanpumep, Ipyu MyKOIIOAMCAaXapHUA03axX
HalueHTh UMelOoT TPOTECKHbIE IPyOble YepPThI AUIla C
TOACTBIMU I'yOaMU, TUIIEPTPUXO03 U MAAEHBKUM POCT,
Ipu cUHApPOMe BuabsaMca — HeOOBIUHOE AUIO (AMLO
«3ABdAa») CO3paeTCI KOPOTKUM HOCOM, 3IIHUKAHTOM,
AAMHHBIM (DUABTPOM U IMIOAHBIMU IIIeKaMu. A IIpu
cuappoMe Pacceaa — CuabBepa OTMedYaeTCs Xpyll-
KOe TEAOCAOJKEeHUe, IICEBAOTHUAPOIIeartisi, TPEyTOAb-
HO€ AWII0 U MAaA€HBKUH POT C OIyITIeHHBIMU YTOAKaMHY,
IIPUAQIOIINH IIeYaAbHBIN BUA,

BOABIIMHCTBO CIENMAAUCTOB IIPOSBASIET CKAOH-
HOCTB K THIIEPAUArHOCTUKE CTUI'M AU3OMOPUOTeHe3a y
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MaIleHTOB C IIpeAlloAaraeMoM HaCAeACTBEHHOM I1aTo-
Aoruent. [ToaToMy IpU TOAO3PEHUN HAa FTeHETHYeCKOoe
3a00AeBaHMe KpaliHe BaXKHO IPUBAEKATH CIIeI[HaAN-
CTOB U3 0OAQCTH MEAUITMHCKOU reHeTUKU. [Ipu mop0-
3peHMU Ha HaCAeACTBEHHBIN XapaKTep 3a00AeBaHUS
Ba’KHO 0OCAEAOBATH He TOABKO OAHOTO ITAIJeHTa, HO U
YAEHOB €r0 CeMbU. Bpau-reHeTHK, UCIIOAb3Ys 3HaHUS
O IPOUCXO’KACHUN U MEXaHU3MaX Pa3BUTHA Hapyllle-
HUM MOp(OreHesa, OIPEAEAUT IIPEBHIIIEHNE IOPOTra
CTUTMAaTU3aluu U AUPQEepeHIupyeT KAMHUYECKU
Ba’KHbIe CTUTMBI U BHYTPHUCEMEWHbIE OCOOEHHOCTHU
deHoTHUTIA TAITUEHTA [2].

B xAmMHUUYeCKOM reHeTUKe U CUHAPOMOAOIMHU Ha-
AWUKe y INallieHTa CyMMapHoro codetaHuss MAP,
paBHOrO 5 U OOAee, pacCMaTpUBaeTCA KaK YpPe3Bhl-
YaWHO Ba’XHBIM AMArHOCTUYECKUM IIPU3HAK, CBUAE-
TEABCTBYIOIINM O BLICOKON BEPOSATHOCTU IPOSIBACHUS
HACAEACTBEHHOI'O CUHAPOMaAa MAU Cepbe3HBIX Hapy-
LIeHUuU 5MOpHUOreHe3a B BUAE BPOJKAEHHBIX IIOPO-
KOB Pa3BUTHA, HEPEAKO TPEOYIOIINX IOCAEAYIOIIAX
WHBA3UBHBEIX BMEUIATEABCTB AAI AeueHUd. Cylect-
ByeT IIOPAa3UTEABHOE CXOACTBO MEXKAY COUEeTaHUSIMU
MHUKPOQHOMAAUW IIPU HEKOTOPBIX HPOTePOUAHBIX
CHUHAPOMAaX M IPYIIONA PEAKUX TeHeTHYeCKUX Hapy-
LIeHNY, UMUTUPYIOMNX (PU3UOAOTHUECKOE CTapeHue.
TepMuH «mIporepoup» o3HadaeT «IIOXOXKUM Ha Ipe-
JKAEBPEeMeHHOe CTapeHue», KOTOPOe MHPOSBASETCS
B pe3yAbTaTe HAKOIIAEHUS CIIOHTAHHBIX MYyTalluil B
AHK 11py BO3A€MCTBUY aKTUBHBIX (DOPM KUCAOPOAA
(ROS), xuMHnUecKnxX MHTEPKAAUPYIOIIUX areHTOB U
OOAyUYeHHUd.

Leap pAaHHOM pPabOTHL COCTOSAA B BBIIBAEHUU
O0COOEHHOCTEeN (peHOTUNA MAIUEeHTKU C AMArHO30M
«OOBIKHOBEHHBIN [ICOPUA3», HO3BOASIONINX OTHECTU
ee COCTOSTHHE K HAaCAEACTBEHHOMY IIPOTePOUAHOMY
CUHAPOMY U IIOAYYMTBE IIMTOTeHEeTUYeCKOe IMOATBEp-
KAEHVE HaCAeACTBEHHOU IaTOAOTUH.

KJIMHHYECKOE HABJIITOAEHHE

O6caepoBaHa MaleHTKa A., TOCIIUTaAU3UPOBaHHAS
B KAMHHKY AepMaToBeHepoaoruu [lepsoro CaHKT-
[MeTepOyprckoro rocypAapCTBEHHOTO MEAUITUHCKOTO
YHHBepcuTeTa UM. akaa, M. I'l. TTaBroBa pAASL yTOUHEHUS
ArarHo3a B AekaOpe 2023 1. [TartneHTKa HAOATOAQAACH U
00CAEAOBAAACE Y AePMATOAOTOB ¢ 2017 . ¢ AMarno3oM
«Byaprapusiii ncopuas». OAHAKO UCXOAA U3 aHaAU3a
HUCTOPUU OOAE3HU YCTAHOBAECHO, UTO IIAIJUEHTKA C PO-
KAEHUSA UMeAd HECKOABKO BEICTABAEHHBIX AUATHO30B:
QTOIINYECKUU AePMATUT, BPOXKAEHHBIN NXTHO3 (2000),
cuaapoM HerrepTrona (2001), ncopma3s (2006) u cus-
ApoMm PormyHpa — Tomcona (2008).

AN YTOUHEHUS AMArHO3a B KAMHUKE IIPOBOAUAU
KOMIIA€KCHOE KAMHHKO-AAOOpPaTOPHOE U HHCTPY-
MeHTaAbHOe 00CAeAOBaHMe, KOTOPOe BKAIOYAAO 00-
IIeKAMHUYEeCKHe METOABI B COUeTaHUU C KAMHUKO-Te-
HeaAOTM4eCKUM U CIIeIIMaAbHBIM IIUTOT€HETUUYEeCKUM
aHAAU30M.

AAd olpepereHus XPOMOCOMHOM HeCTaOUABHO-
CTH UCIIOAB30BAAU IIUTOT€HETUYECKUU TECT C MUTO-
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MUIUHOM C, KOTOPHIY IPUMEHIETCS B KAMHUYECKOU
MIPAKTHUKE AN AMaTHOCTUKH 3a00AeBaHUY C HapyIe-
HueM penapanuu AHK, B yacTHOCTH, y TAIlUEHTOB C
anemurert ®ankonwm [3]. KreTKu KpoBY BBIPAIIIBAAT B
2 CTUMYAUPOBaAHHBIX (puToreMarraroTuHuHOM (DI'A)
KyAbTypax: ¢ MuroMunimaoM C u 6e3 Hero. KyasTu-
BHUPOBaHMe IPOBOAUAU B 5,0 MA IUTATEABHOM CPEAB!
RPMI-1640 (BuoaoT, Poccus) u 1,0 MA a5MOpHOHAAD-
HoM Teagubeli cbIBOPOTKH (HyClone, CILIA) B TeueHUe
724acoB nnpu TemnepaType 37 °C. Ha aTane noctaHoB-
KU KAETOUHOU KYABTYPBI AAS CTUMYASIIINU AeAeHUS
AUM@OIUTOB B 00€e KyAbTypaAbHbBIE CPeAbl BHOCUAU
400 mra OT'A (Lectin from Phaseolus Vulgaris, Sigma,
CIIIA) B KoHIIeHTpaIuu 1 Mr/Ma, ¥ TOABKO B 1 — 50 MKA
pactBopa muromunmta C (Streptomyces caespitosus,
Sigma, CIITA) B konnenTpanuu 300 HM. [Tpurorosae-
HYe IIMTOTeHETUYECKUX IIPeIapaToB OCYIECTBASIAN
110 paHee OIIUCAaHHOU MeTOAMKE [4]. AHaAU3UPOBAAU
100 meTaa3HBIX TAACTUHOK, TOMOTeHHO OKpallleH-
HBIX KPACUTEAEM 303MHOM-METUAEHOBLIM CUHUM 110
Man — I'proHBarbpy (AOpuc, Poccusg). MaenTudn-
KaITUI0 XPOMOCOMHBIX ITEPECTPOEK OCYIIECTBASIAU B
COOTBETCTBUU C MeXAyHaPOAHOU TUTOTeHETUYECKOM
HOMEHKAAQTyPOU XPOMOCOM 4eAoBeKa [5]. XpoMmocoMm-
HBIM aHaAN3 OBIA TPOBEAEH 2 HE3aBUCUMBIMU UCCAE-
AOBaTeAsIMU. 3a abeppalivio CYUTAaAd XPOMATUAHBIN
po0eA, pa3pbIB XPOMATHUABL, TPEXAYUEBYIO XPOMOCO-
MY, YeTBIPEXAYUEBYIO XPOMOCOMY U APYyTHe (PUTYPEI
XpOMaTUAHOIO oOMeHa. V3MeHeHUs XpOMOCOMHOTIO
THIIa, TaKHUe KaK AUIIeHTPUKY, alleHTpudecKue dpar-
MEHTHI U KOABIIEBbIe XPOMOCOMEBI, B OKOHUAQTEeAbHBIN
aHaAWM3 He BKAIOYaAU. B KauecTBe HeraTUBHOT'O KOHTP-
OASl HCIIOAB30BaAU AaHHBIe 30 aleHTOB C UAHOTIA-
TUYECKOM AaIllAaCTUYEeCKOU aHeMuel, AUMEPOIUTHI
KOTOPBIX KYABTUBHPOBAAM IIPU TeX K€ YCAOBUSX.
AAST OIIeHKU pe3yAbTaTa MCIOAB30BaAU IIOPOTOBLIE
3HaUYeHNUs, yCTaHOBAeHHEBIe B pabore H. Seyschab
et al. (19995) [6].

PE3YJIbTATbI UCCJIEAOBAHHA
H HX OBCYXAEHHE

K mnporepusiM AU IPOrepOHMAHBIM CHHAPOMaM
OTHOCST CBEBIIIIE AeCSATKa 3a00AeBaHUM, XapaKTepu-
3YIOIIUXCSA COYeTaHHeM OOIINX IIPU3HAKOB, K KOTO-
PBIM OTHOCSAT cHelnuduIecKoe NOpakeHHe KOXKU:
BPOKAEHHYIO IOMKUAOAEPMUIO, TUIIepKePaTo3, IAT-
HUCTYIO 3puTeMy. ITocAepHsAs BBITAIAUT KaK O4aru
aTpoduy, IATHUCTOU UAU CEeTYaTOU IIMTMEHTAlUuN C
pacuIupeHHBIMU MEAKUMH KPOBEHOCHBIMHU COCYAQMU
(TereanruskTaszmgaMu). [lopaskeHne KoKy HabAIOAQ-
eTCs Jallle BCero Ha OTKPBITHIX y4acTKaxX Tera — B
obnacTu mepepHed 1 OOKOBBIX ITOBEPXHOCTEH IIeH,
AeKoabTe. [Ipy 9TOM KO’Ka 4yBCTBUTEAbHA K YABTPA-
duonrery.

W3 Apyrux npu3HAKOB OTMEUeHbl: paHHss KaTa-
pakra (y 50 % manmueHTOB); AUCTPO(US POrOBUIIH,
AUCTPOUSA BOAOC (PEAKHE BOAOCHL, AAONENUs); AU-
CTPOMUSA AU TUIIONIAA3USA HOTTEN; AUCTPODUS 3yOOB
(OAUTOAOHTHUS, TUIIOAOHTUS); MPOTHATUS, BBICOKUMI
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TOAOC; 3a0CTPEHHBIN «IITUYMM» HOC; HU3KUM POCT,
TUIIOTOHAAN3M, YMCTBEHHAas OTCTAAOCTE (Y 13 %); Ha-
pylieHne occuduKanuu, AeeKThl KOCTel, MaAeHb-
KHe KUCTU U CTOIIBI; YBEAWYEHHBIN PUCK Pa3BUTUS
3A0KaueCTBeHHBLIX HOBOOOpa3oBaHuii [2,9, 11, 12, 16].
Takolt onmucaHHBIN BhINIE PEAKUN HAaCAEACTBEHHBIN
CUMIITOMOKOMIIAEKC BCTPEYaeTCs TPU ITPOTEePOUA-
HBIX CMHApoMax bayma, BepHepa, XaTumHCcOHa —
I'madopaa u PormyHaa — TomMcoHa, U3BECTHOTO KAk
BPO>KAEHHAasg NOUKUAOAEePMUS [7, 8].

Bce cmHAPOMEBI TPOTEPOMAHON I'PYNIIIBI CIUTAIOT-
CsI MOHOT€HHBLIMU ¥ 00YCAOBAEHBI My TaI[USIMU T€HOB,
CBSI3aHHBIX ¢ (pepMeHTaMu pentaparuu AHK, KoTopeie
OTHOCSITCSI AOO K OeAKaM, TOAOOHLIM reAnKkaszeRecQ),
An0O0 K OeAKaM 3KCIIM3MOHHOU pellapanii HyKAeOTH-
20B (NER), A0 K 6eAKaM sIAepHOM OO0AOYKM (AaMU-
HEl A/C, IporepuH), y9aCTBYIOIIUM B OpraHU3aInu
xpomaTtuHa [9].

W3 ucrtopun 60Ae3HU M3BECTHO, YTO IIPOOAHA —
narueHTka A., 26,5 AeT, poAuAach OT BTOPOU Oepe-
MEeHHOCTH,; IepBasi 6epeMeHHOCTb MaTepu ITpobaHAa
3aKOHYMAACH POKAEHUEM pebGeHKa KeHCKOTO IT0AQ,
KOTOPBIN yMeP Cpa3sy IMOCAE POJKACHUS C AMaTHO30M
uxtro3 (puc. 1).

Ananu3a pa’ke TaKOM MaAOYUCAEHHOU POAOCAOB-
HOM, COCTOMIIEeN BCEero mu3 2 IIOKOASHUHN U 4 YAeHOB
CeMbH, TO3BOASIET 3aTIOAO03PUTh HACAEACTBEHHBIN Xa-
paKTep IMPeAlIoAaTaeMoOTO 3a00AeBaHUS, TTOCKOABKY
3 YAeHa POAOCAOBHOU MMEIOT OAWH U TOT K€ ITaTOAO-
TUYEeCKUY TPU3HAK — UXTHUO30TI0A0OHOE ITOpaskeHne
KO>KH, a IepBHIN peOeHOK yMep A0 1 ToAd SKU3HU C AU-
arHo3oM «/IxTro3». B KOHKpeTHOU ceMbe COOTHOIIIe-
HYe AUIL C U3y9aeMbIM IPU3HAKOM U 6€3 HETO MOJKET
OTAMYATHCS OT TEOPETUYECKH OJKUAAEMBIX COOTHOIITE-
HUHY 3@ CYET CAYIaHOTO pacIpeAeAeHNsI XPOMOCOM B
poIlecce raMeToreHe3a y popautenei. Tem He MeHee,
XapakTep POAOCAOBHOM ITO3BOASIET CAEAATE OIIPeAe-
AEHHBIN BHIBOA O AOMUHAHTHOM TUIIe HaCAEAOBaHUS
TTATOAOTUY C HETIOAHOM IeHEeTPaHTHOCTHIO.

Co cAOB MaTepu TpoOaHAd, AOYbL OOAbHA ¢ 1 Me-
csTla JKU3HU, KOTAQ TTOSSBUAUCH IT€PBhIe BBICHITTAHUS
Ha KOJKe ITeK ¥ TOADOPOAKE B BUAE KPACHBIX IISITEH,
KOTOPHIE 3aTeM K 1 TOAy JKU3HU PacIIpOCTPAHUANCE Ha

Puc. 1. PopocroBHas nanmenTku A. Ha popocroBHOM
IPOCAEKUBAETCI AOMUHAHTHBIN TUIT HACAEAOBAHUS
3a00AEeBaHMS B CeMbe (IIOSICHEeHUS B TEKCTe)

Fig. 1. Genealogy of the patient A. The dominant type
of hereditary disease in the family is traced on the genealogy
(explanations in the text)

BeChb KOJKHBIN IIOKPOB. B cBA3U € peryagapHeIiMu 000-
CTPEHUSIMHU CO CTOPOHBI KOJKHOTO ITaTOAOTUYECKOTO
IpoIiecca U Iopa’keHueM KOXKU TPYAU, CIIUHBI, KO-
HEYHOCTeH M AUlla ITalfueHTKa Oblna HEOAHOKPATHO
IIPOKOHCYABTHPOBaHa, OOCAEAOBAHA, UM IIPOXOAVAA
CTallMOHApHOE AeUeHUe C HEKOTOPBIM ITOAOKUTEAD-
HBIM 9()(HEKTOM B BUAE perpecca 4aCTU BHICHIITAHUHA.
OAHAKO CTOMKOM peMuccuu Ha (POHE A€YEHUS AO-
outbcs He ypanroch. C 2017 r. mo HacTosAIee BpeMs
nareHTKa HabAIOAQeTCsI ¥ AEPMaTOAOTOB C AMArHO-
30M «IIcopuas ByAbrapHbINU» (pHUC. 2).
AepMaToAOruUeCcKu CTaTyC OOABHOM BO BpeMs ee
npeoObiBanusa B KAnHUKe [ICTI6I'MY uMm. WM. IT. ITas-
AOBa OBIA paclieHeH KaK IIPOSIBA€HHUS aHYASIPHOI'O
IIyCTyA€3HOro Iicoprasa. [lamyuenTka oTMedana Io-
BBINIEHHYIO CBE€TOYYBCTBUTEABHOCTDH KOJKU. HpI/I 3TOM
HeNopa’keHHasd KOKa ObIAa OOBIYHOTIO IIBETA, TYyProp
U 9AaCTUYHOCTH COOTBETCTBOBAAM Bo3pacTy. [ToTooT-
AeAeHure ObIAO He HapyIlIeHO, 0OTMeYaA0Ch yMepeHHoe
Cano0O0TAEAeHHEe, OBOAOCEHUE 10 JKeHCKOMY TUIly. Bu-
AUMBIE CAMBUCTLIE He OBIAU M3MEHEHBI, OITPEAECASIACST
KPaCHBIU CTOUKHAU AepMorpadusM, yMEPEHHO BbIPa-
SKEeHHBIN IMAOMOTOPHLIN pedaekc. [ Tepudpepuueckue
AUM@OY3ABI He OBIAY YBeAWYeHHL. [Topa’keHne KOKU
HOCHAO PacIIpOCTPaHeHHBIM XapaKTep C TeHAeHIIeHN
K oputpopepmun. Koyka AGa Oblaa rUIllepeMupOBaH-
Hasl C MEAKOIIAACTUHYATEIM LIEAYIIeHHueM, Ha KOJKe
II[eK OTMeYaAacCh ceTdaTasi TUIIepeMus C TeA€aHTUIK-
TazusaMu. Koxxa mop00poaka Oblaa OTEYHOM, 3aCTOM-

Puc. 2. ®enoTtun nanueHTKH A. (onucaHue B TeKCTe)
Fig. 2. Phenotype of the patient A. (description in the text)
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Puc. 3. OcobeHHOCTH CTPOEHUS AUIla TAIMEeHTKU A.
(omucanue B TEKCTE)
Fig. 3. Features of the facial structure of the patient A.
(description in the text)

HO-KpacHOro 1BeTa. Ha Ko)Xe 1Ierm UMeAUCh odaru
OTEeYHOU 3PUTEMBI C MEAKOIIAACTUHYATHIM IIIeAyIIe-
HUeM. BeICBIIaHUA Ha KOXKe TYAOBUINA OBIAU IIPEA-
CTaBAEHBI MHOJKECTBEHHBIMU IISITHAMHY, TAITyAaMU
KPaCHOTO IIBETa, MECTAMM CAMBAIOIIUMHUCS B KPYITHBIE
C YeTKUMU I'PaHUIIAMU OYary, TOKPBITHIMU KPYITHBEIMU
cepoBaTo-0eAoro IBeTa yelTyHkaMu. Koyka BepXHUX
U HUJKHUX KOHEUHOCTeN Oblra MHPUABTPUPOBAHA,
MaABIIATOPHO OLIYIIAAOCH YIIAOTHEHNE TKaHelN KOJKU.
Ha pone 3acToHOM 3pUTEMBI 1 CETYATOr'O IUaHOTHUY-
HOI'O PUCYHKA (AUBEAO) UMEAUCH YYaCTKU aTPOPUH,
TUIlep- U TUIIONUTIMEHTAalluM, IPpUAQIole KoKe Ie-
CTPBIN BUA (TOoMKuAOAepMUS). Ha KoJKe HUXKHUX KO-
HEYHOCTeH, IPEeUMYIIeCTBEHHO Ha lIepepAHel ITI0BePX-
HOCTH Oepep, BU3YaAu3UPOBAANCH MHOKECTBEHHEBIE
MYCTYABIL, TP BCKPBITUU KOTOPHIX (DOPMHUPOBAAUCH
3PO3UHU C CepOBaTO-CepPeOPUCTHIMU TAACTUHUYATHIMU
YeIIyUKO-KOPKaMu. KoKa BOAOCUCTOU 4aCTU TOAO-
BBI ObIAQ KPACHOTO IIBeTa ¢ AUPy3HOM aronenuen ¢
COXpPaHEeHUEeM BOAOCSHBIX (DOAAMKYAOB U BBIPpa’keH-
HBIM MEAKO- U CPEeAHETIAACTUHYATHIM IIeAyIIeHUEeM.
B TeMenHOM O0OAQCTU UMEAUCH OUYaru C HEUETKUMU
TpaHUIIaMH, TOKPHITHIE TOACTBIMU O€AOBATO-KEATHI-
MM CyXUMU YellyUKaMH, IAOTHO IIPUAETAIOIIUMU K
Koyke. B 06AacTy MOAMBIIIIEUHBIX BIHAAWH, AOOKA OBIAO
BBIIBACHO TITOpeAeHme BOAOC. HorreBhble MAACTUHKU
KHUCTEeH, HOKPHITHIE I'eAb-AAKOM, OBIAU 3aTPYAHEHBI
MM ocMoTpa. Ha cTommax oTMeuaaoCh TOTaABHOE T10-
pa’keHue BCeX HOITEBBIX IAACTUHOK (IaXMOHUXUL).
HorTeBble NAACTUHKY OBIAU YTOAIIIEHHBIE, TYCKABIE,
JKEeATOBATO-0EeAO0To ITBeTa (KCAHTOHUXUS), a TaK>Ke Ya-
CTUYHO Ae(pOpPMUPOBaAHHLBIE CO CTOPOHBI CBOOOAHOTO
Kpad (puc. 2).

HeBo3MO>XHO He OOpaTuUTh BHUMAaHUS Ha MOP-
dororuyeckre 0COOEHHOCTH (PeHOTHUIIa IIPOOAHAA:
TOAOBa OOABINIAS, AUIIO C OTEYHOCTBIO Ha I[eKaX; MU-
KPOAEHTUS U OAUTOAEHTUS HUKHEM UYEeAIOCTU; A0D
BBIITYKABIMN; HOC MAA€HBKUM, «IITUYNI»; HOCOBA4 IIe-
peropoaka NCKpUBAEHA, aCCUMETPUYHOE PACIIOAOKe-
HUe I'Aa3; HU3KO PACIOAOKeHHBIE YIIIHbIe PAKOBUHEL
(puc. 3); TaxXUOHUXUS HOTTeN HUJKHUX KOHEUHOCTEH;
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BOAOCHI peAKHe, C odaraMy anoIlelluy Ha TOAOBE;
OAHOCTOPOHHUU SI3B€HHBIN KEPATUT; BLICOKUU TOAOC,
OCTEeOIIOPO3; PYKHU Pa3HON AAUHBL; MaAe€HbKHE KUCTHU
¥ CTOITBI; POCT HU3KUM 147 cM, BecC 42 Kr; TIallieHTKa
A. 3aMy>keM 3,5 ropa, AeTel HeT, OepeMeHHOCTel He
OBINO, OTMEYaeTCs CHU)KeHHast (PepPTUABHOCTb.

Kpowme Toro, B ucropuu 6oaresznu B 2001 r. onmmcan
TUNEePTEH3UBHO-TUAPOLe(DAABHBIN CUHAPOM B CTAANN
cyokomneHcanuu u 3[1P (3apeprkKKa IICUXUUECKOTO
pas3BuTUs).

CpaBHUTEABHBIN aHAAU3 COBOKYIIHOCTH IIepeuu-
CAEHHBIX IIPU3HAKOB I03BOASIET CAEAATh BEIBOA O CIle-
U UIECKUX IPOTEPOUAHBIX OCOOEHHOCTAX (DEHOTH-
1a NalueHTKHU, CXOAHBIX C KAMHUYECKUMHU IIPOSBAE-
HUAMHU cuHApoMa PormyHpaa — TomcoHa, KOTOPBIA
B OOABIIIMHCTBE CAy4YaeB MMeeT CeMeWHbBIN XapaKTep
3a00AeBaHUS, Yallle IPOSBASIACH Y AUI] JKEHCKOTO I10Ad
(trabamta) [7, 10— 16].

V3 npeACTaBAEHHBIX B TAOAUIE AQHHBIX CACAYET,
4TO y MAallUeHTKU A. OTMedaeTCsI OOABIIUHCTBO IIPU-
3HAKOB, XapaKTepPHBIX A CMHApPOMa PoTMyHpa —
ToMcCOHa 3a UCKAIOUEHHEM Pa3BUTHSA IOBEHUABHOMU
KaTapaKThl, CEAAOBUAHOTO IIePEHOChS U UCTOHYEHUS
OpoBelt. CXOACTBO KAWHUYECKOM KapTUHBI allieH-
TKH C CUMIITOMOKOMIIAEKCOM CUHApOMa PoTMyHAa —
TomMmcoHa HaOAIOAAAOCE C IEPBBIX MECAIEB )KU3HU |2,
14]. OHO TPOIBASIAOCH IPUTEMAMH Ha KOJXKe AUIQ, B
IIepBYIO OYepeAb B OOAACTH IeK, A0Q, TOADOPOAKE, C
pacnpocTpaHeHHeM UX Ha pa3rubaTeAbHbIe IIOBEPX-
HOCTH PYK, HOT, STOAUIIBI, U ITIOCAEAYIOIIUM pa3BU-
THUEM MIOMKUAOAEPMUH, XOTHA Y MIAlIMEHTKU A. IIopa-
>KaeTCs MPAaKTUYeCKU BCSA KOJKA TYAOBUINQ, TOTAQ KaK
npu cuHppoMe PotMmyHAa — ToMcOHa Ko>kKa TyAOBHIIA
OOBIYHO He IIopa’kaeTcs.

Pe3yAbTaThl IPOBEAEHHOTO THCTOIIATOAOTTYECKOTO
HUCCAEAOBAHUS COBIIAAQIOT C XapaKTepUCTUKaMU ITOM-
KUAOAEPMUH (TaOAUILA), BKAIOUAIOIUMU I'UIlepKepa-
TO3, UICTOHYEHUE SIIUAEPMUCE, HEPAaBHOMEPHYIO IIUT-
MEHTAIINIO U AMCTPOPUIO KAETOK 0a3aAbHOTO CAOS,
pacliupeHble COCYABL (TeA€QHTHIKTA3UU) U Pa3HOU
CTelleHN BBIPaKEeHHOCTU MH(UABTPATHI U3 AUMPO-
ITUTOB U TUCTHONUTOB [14, 17].

Paszan4aroT Aerkuil U TSyKeAbId BAPUAHT CUHAPO-
Ma Pormyspa — ToMcoHa, umeroniue pa3Hble THITBI
HACAEAOBaHUSA — ayTOCOMHO-PEIleCCUBHBIN U ayTO-
COMHO-AOMUHAHTHBIN C HETIOAHOM IIeHeTPAHTHOCTHIO
COOTBETCTBEHHO. [IpUYMHBI A€TKOTO BapUaHTa II0Ka
He YCTaHOBAEHBI, B TO BpeMs KaK TS>KeAOMY BapUaHTy
cBoyicTBeHHa MyTanus B reie RECQLA4 [18].

Beaku Rec mpeaCTaBASIIOT COOOM CeMeUCTBO KOH-
cepBaTUBHLIX epMeHTOB — AT®M-3aBUCUMBIX TeAN-
Ka3, yyacTByromux B penapanuu AHK, nipepoTBpa-
11as «He3aKOHHYIO PEKOMOMHAIINIO» U IOAAEPIKUBAs
CTaOMABHOCTBL KAeTOUHOTO reHoMa. AHK-reArKasn B
HOpMe CBA3BIBAIOTCA C AByx1lentoueunor AHK u Bpe-
MEHHO Pa3phIBAIOT B HEM BOAOPOAHBIE CBSI3U MEJK-
Ay KOMIIAeMeHTapHBIMU @30TUCTBIMA OCHOBAHUIMU
NIPOTHUBOIIOAOJKHEIX Ilellel, paCKpPy4uBas ABOMHYIO
cnupaab. [Tpu 3ToM OTKpBIBaeTcs (hepMeHTaTUBHBIN
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Puc. 4. UupyupoBanuble mutoMuninaoM C XpoMaTUAHBIE abeppaliiy B KYABTUBUPOBAHHBIX AUM(OIIUTaX KPOBH MalUeHTKU
(a) ¥ TalIMeHTOB KOHTPOABHOM I'PYIIEL (6) (IIOKa3aHbl CTPEAKAMU)
Fig. 4. Mitomycin-C induced chromatid aberrations in cultured blood lymphocytes of the patient (a) and patients in control
group (0) (shown by arrows)

MOCTYII K HYKAEOTHAAM, HEOOXOAUMBIN AAS PENAU-
Kalliy TeHOMa Iepep KAETOUHBIM AeACHUEeM UAU AN
BOCCTAHOBAEHUS OAHO- U ABYHUTEBBIX pa3pbiBoB AHK
[9, 19, 20].

AederTs RecQ-rearKas IPUBOAAT K HAPYIIEHUIO
paboTel PepMEHTOB penapanuy, U3MeHEeHUIO0 MeTH-
amposBanusga AHK B runo- u runepMeTUAUPOBAaHHBIX
y4JacTKaxX reHOMa, YBeAWYEeHUIO aKTUBHOCTU TPAaHC-
IIO30HOB U, KaK CA€ACTBHE 3TOTO, K BOSHUKHOBEHUIO
TO4YeK pa3pblBOB B AHK, uTo conpoBoKapaeTcs: Xpo-
MOCOMHBLIMM abeppalysaMy U FTeHOMHOM HeCTaOUAb-
HOCTBIO. B Takux abeppaHTHBIX KAETKaX YCKOpseT-
Csl MpOoIecC YKOPOUYEHUSI TEAOMED, YBEAMUYUBAETCS
TeMII CIIOHTA@HHOTO MYTUPOBAHUS I'€HOB KOHTPOAS
KAETOYHOM IpOAUdEepPAIUH, YTO MOKET IPUBOAUTH K
3A0KaueCTBEHHOU TpaHcdopMalum KAeToK. OTciopa
CAeAyeT, 9TO HAIMEeHTEI C IPOTE€POUAHBIMU CHHAPO-
MaMM UMeIOT IIOBBIIIEHHYIO IIPEeAPACIIOAOKEHHOCTD
K pa3BUTHIO HOBOOOPAa30BaHUM (Yallle OCTEOCapKOM)
u ctapuyeckoro enoruna [9, 8, 16, 19, 20].

Amarnos cuappoma Pormyspa — Tomcona TpeOy-
€TCsI IOATBEPIKAAQTH C IIOMOIIILIO MOAEKYASIPHO-TeHe-
TUYECKOT'0 MeToAa — CceKBeHupoBaHus reHa RECQLA4.
OAHAaKO IT0 AUTEPaTyPHBIM A@HHBIM IpuMepHO Y 30 %
OOABHBIX C 3TUM CUHAPOMOM MyTanuu reHa RECQL4
He OMPEAEASTIOTCS, B TO BpeMs Kak XpOMOCOMHas He-
CTaOMABHOCTD B KAETKaX MOJKeT OBITh BEIsIBAEHA [21,
22]. IToaTOMy MBI COUAU HeIeAeCOOOPAa3HBIM IIPO-
BOAUWTL AOPOTOCTOSIIIIEe CEKBEHUPOBAHME AQHHOTO
reHa ¥ IPOBEAM MUTOMUIIMHOBBIN TECT, KOTOPBIU 00-
Hapy’>KUA Y NAIJUeHTKU FTeHOMHYIO0 HeCTaOUABHOCTD,
KOCBEHHO IIOATBePIKAQsl HapyllleHue IIPOoIleCcCcoB pe-
napanun AHK, arexamux B ocHOBe (DOPMUPOBAHUA
TIPOTePOUAHOTO (PEHOTHUIIQ, B TOM YHUCAE CHHApPOMA
Pormynpa — ToMmcoHa.

Pe3yAbTaThI UTOreHETUYECKOTO TeCTa AINeHTKN
IIOKa3aAH, 9TO B KyAbType ¢ mutomunuaom C copep-
KaHUe KAeTOK C XPOMaTUAHBIMU abepparusiMu AO-
cturanro 80 %, a cpepHee KOAUUECTBO abeppaliuii Ha
TIOBPE>XKAEHHYIO KAETKY OBINO 2,88. B cBOIO 04epepb, B
KYABTYpe KAeTOK Oe3 MuroMuniuHa C pAong abeppaHT-
HBIX KAETOK COCTaBMAA 6 % CO CPeAHUM KOAMYECTBOM
abeppanuii Ha abeppaHTHYIO KAeTKy — 1,2. B rpynne
KOHTPOAST CIIOHTAHHBIX XPOMaTHUAHBIX abepparnii B

KYABTYpPax KAeTOK 0e3 MuToMuIiuHa C BEIIBAEHO He
OBINO. B KOHTPOABHBIX KYABTYpax ¢ MUTOMUALIUHOM C
CpeAHee KOAMYEeCTBO KAETOK C abeppalusaMu COCTaBU-
A0 24,17%9,87 %, a cpepHEe KOAMYECTBO adeppaliiuit
Ha ITIOBPEKAEHHYIO KAeTKy — 1,41+0,28. Pe3yabTaT
IIUTOTEHEeTUUYECKOTO TecCTa MalleHTKU OBIA OlleHeH
KaK IIOAOKUTEABHBIN. Ha puc. 4 mpepCcTaBAEHBI MeTa-
hazHbBIe TAACTUHKU C XPOMATHUAHBIMY ITIOBPEKAEHUS-
MU, XapaKTePHBIMU A 3a00AeBaHUY C HAPYIIIEeHHON
penapanuein AHK, B KyABTUBUPOBAHHBIX AMMOIHU-
TaxX KPOBY IMAIJUEHTKY (a) ¥ NallIeHTOB KOHTPOABHOMN
rpynnst (0).

Ha ocuHoBanum anaarnusa MAP MAU CTUTM AU35M-
OproreHe3a, a TaK)Ke UX KOAWYECTBA, BBISIBAEHBI
IIPOTEPOUAHBIE OCOOEHHOCTU (DEHOTHUIA HAIIUEHTKHN
A.; TpOBeAEeH KAMHUKO-TeHeaAOTHnueCKIY aHaAnu3, KO-
TOPHIN IO3BOAUA OIPEAEAUTH HACAEACTBEHHBIN CHH-
APOMAABHBIM XapaKTep IIPOrepOMAHOro (peHOTHIIa
npobaHAa M THUI ero HaCAeAOBAHUS KaK AOMUHAHT-
HBIA C HEIIOAHOU NIEHETPAHTHOCTHIO; BHIITOAHEH ITU-
TOreHeTUYeCKUY TeCT Ha TeHOMHYIO HeCTaOUABHOCTh
Ha AMM@OIUTaX KPOBU, KOTOPHIM BEIIBHUA XapaKTep-
HBIe XPOMOCOMHBIE abeppanuy, 4YTO IIOATBEPKAAET
HapyureHue penapanun AHK 1 mossoaseT ycraHo-
BUTH AMATHO3 IIPOTePOUAHOTIO (DEHOTHUIE, CXOAHOTO
¢ cusppomoM Pormynpa — ToMcoHa.

3AKJIIOYEHHE

AMarHocTuKa TPOTEePOUAHBIX CUHAPOMOB UMeeT
olnpeAeAeHHBIe TPYAHOCTH, CBSI3@HHBIE C IIOTEHITUaAD-
HO OTPOMHBIM YHCAOM T'€HOB, BOBAEUEHHHBIX B ITPOIIECC
penapanuu AHK. ITpu aToM HecTabUALHOCTE TeHOMa
MOJKET MPOSIBASITHECSI B BUAE MHOJKECTBEHHBIX TreHe-
TUYECKUX M3MeHeHUU HEeKAOHAABHOTO XapaKTepa,
Bo3HUKaIOMUX denovo. [TOCKOABKY OOABIIMHCTBO
CUHAPOMOB HMEIOT ayTOCOMHO-PEIeCCUBHBIU THII
HACAEAOBaHUS, TO AOBOABHO CAOYKHO 3allOAO3PUTH
TpynIy OPOTepPOUAHBIX 3a00AeBaHUM, OCOOEHHO B
CAydYae OTCYTCTBUSI CeMEeHHOTO aHaMHe3a HaCAeACT-
BeHHOM I1aToAOTHH. Ha ceropHsInIHUM AeHb AMarto3
IIPOTEPOUAHBIX CHHAPOMOB B OCHOBHOM yCTaHaBAWBA-
€TCsI C Y4€TOM TOABKO KAMHUYECKUX AQHHBIX, XOTS AAST
OOABIIMHCTBA U3 HUX BO3MOYKHO IIpUMeHeHHe CIie-
IIMAABHBIX METOAOB IIMTOTE€HETUYECKOM AMAarHOCTUKY,
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CIIOCOOHBIX 3aPUKCUPOBATh YBEAWYEHHE YaCTOTHI
CTIIOHTAHHBIX W/WAW WHAYIIMPOBAHHBIX XPOMOCOM-
HBIX abeppaliui.
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