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XPOMOCOMHBIE NIEPECTPOMKHA

U ATOITUYECKHU TEPMATUT

OI'BY «llonmuknunuka Ne 1» Ynpasnenus nenamu Ilpesunenra Poccuiickoii @enepanuu,

119002 1. Mocksa, Poccus;

OI'BY IO «IlentpanbHas rocyqapcTBEHHAsI MEAULIMHCKAS aKaIEMUsDy
VYpasnenus nenamu pesunenta Poceuiickoit @enepaunu, 121359, . Mocksa, Poccust

Llenv uccnedosanuss — onpedenenue yacmomsl U CMpPYKMypbl XPOMOCOMHBIX AHOMATUL 8 cpyNnne OONbHbIX

anonuveckKkum ()epMamumOM.

Mamepuan u memoowvt. Bcezo obcnedosano 470 nayuenmos ¢ mopnuoHbiM aPUAHMOM MEYEHUs. AMOnu-
yeckoz2o depmamuma. B uccnedoseanue owtnu nayueHmsl ¢ yCmMaHoGIeHHbIM U 3AQUKCUPOBAHHBIM 8 MeOU-
YUHCKOU OOKYMEHMayuy OUAeHO30M «AMONUYECKULl 0epMamumy, KOmopbiil Obli NOOMEEPICOeH CO2NACHO
JuaeHocmuueckum kpumepusm J. Hanifin u G. Rajka. Kapuonoeuueckoe uccnedosarnue Oulio 6pinoineno 47
nayuenmam, UMerowUM GblCbINAHUS HA KOJiCe, MPAKMOoBAGUILECs KAK AMONUYeCKUtl 0epmMamum u pasiud-
Hble NOTUCUCTHEMHbBLE NOPAJICEHUS, BKIIOUAS HAPYULEHUSI PeNnpPOOYKIMUSHOU (YHKYUU, KOMOopble MO2Tu Oblib

C6A3aHbl C XPOMOCOMHbIMU a6eppaz4u;mu.

Pezynomamut. I1o pesynomamam npogedernno2o kapuomunuposanust, y 8 (17%) nayuenmog oviiu HatioeHwl
PAasnuuHble OMKIOHEHUS OM HOPMANbHO20 Kapuomund. Y 3 OONbHbIX 6bIAGIEH KAPUOMUN, COOMEemcmay-
rowuii cunopomy Llepewesckoco—Tepnepa, y 1 6onbnozco obHapyscen kapuomun 46XY inv7 (gh ph), y 2
NAyuUeHmos — HesHauumenvHovle, OMAULAIOWUECS N0 pasmepy UHeepcuu xpomocomsl 9, y 2 nayuenmog —
MPAHCTIOKAYUOHHBIE POPMbL XPOMOCOMHBIX NEpecmpoex. Yuumovieas, 4mo pacnpocmpaneHHOCHb XPomMo-
comublx 3aoonesanuti 8 nonyaayuu cocmaesnsem 0,5%, uacmoma XpomMocoOMHbIX nepecmpoex, noay4eHHas
6 Hacmoaujem ucciedosanuu, cocmasueuias 1,8%, npesviiuaem obwenonynayuonnvie yugpul. Coenacro
NONYYEHHBIM Pe3YTbManmam, MONCHO PEKOMEHO06aMb KapUOMUNUpOSanue npyu mopnuoHom eapuanme me-
YeHUs AMONUYecKo20 oepmamuma, 0COOEHHO Npu COnYmcmeyoujell NOAUCUCMEMHOU NAMOoN02UU Ul Ha-

PpyuieHuy penpooyKmueHol hyHKYUU.

KnioueBbie clioBa: amonuueckuti Oepmamun, XpOMOCOMHbIE NEPeCpPOUKU.

Jist nutupoBanus: Ceeunnkosa E.B. XpoMocoMHbIe epecTpoiKy H aTOMHMIECKHI AePMATHUT. PoccuticKuil JCypHaA KOJICHbIX U
senepuueckux oonesnei. 2017; 20(3): 150-153. DOI: http://dx.doi.org/10.18821/1560-9588-2017-20-3-150-153

Svechnikova E.V.

CHROMOSOMAL REARRANGEMENTS AND ATOPIC DERMATITIS

Federal state budgetary institution “Polyclinic No 1”” administrative Department of the President

of the Russian Federation, Moscow, 119002, Russian Federation;

Federal State Budgetary Institution of Additional Professional Education “Central State Medical Academy”
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Objective. To determine the frequency and patterns of chromosomal abnormalities in patients with atopic

dermatitis.

Material and methods. 470 patients with torpid variant of atopic dermatitis were observed. The study in-
cluded patients with established and recorded in the medical record diagnosis of atopic dermatitis, which
has been confirmed in accordance with the diagnostic criteria of J. Hanifin and G. Rajka. Karyological
study was performed to 47 patients with skin rash, interpreted as atopic dermatitis and various polysystemic
lesions that could be associated with chromosomal aberrations.

Results. According to results of karyotyping, 8 (17%) patients had a variety of deviations from the normal
karyotype, which made 1.8%. In 3 cases the karyotype corresponding to syndrome Turner was detected. One
patient had karyotype 46XY inv7 (gh ph). In 2 patients minor, differing in size inversion of chromosome 9
was detected. In 2 patients translocation forms of chromosomal rearrangements were identified.
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Conclusion. Given that the prevalence of chromosomal diseases in the population is 0.5%, the frequency
of chromosomal rearrangements obtained in this study was 1.8%, significantly higher than general popu-
lation figures. According to the results, we can recommend karyotyping for torpid form of atopic dermatitis
particularly with concomitant pathology polysystemic or reproductive harm.
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CylecTBeHHBIH BKJIaA B HM3yd€HHE MPOOIEMBbI aTomuye-
ckoro aepmaruta (AJ]) BHecnu kak 3apyOexsble [1], Tak u
OTEUECTBEHHBIE JEPMATOBEHEPOJIOTH, MEAUATPbl, KMMYHOJIO-
TH U pan apyrux creruanuctoB [2—4]. B 1993 . S. Kissling
u B. Wuthrich [5], mombiTanuck BBIIETUTH pasHbIE THITBI
TedeHus Oosie3HN. B mocemyromnie rofsl STH MOMIBITKA Jiea-
JIM KaK 3apyOexHbIe, TaK ¥ POCCHUCKHE uccienoBareny [6-9].
OpnHako 70 HACTOSIIECTO BPEMEHH OTCYTCTBYST eAWHAas OOIIe-
MIPUHATAs KITaccu(DUKALHUS, TO3BOJIFONIAs BBIICIHTH OCHOBHEIC
THUIBI 3200JI€BaHKS U ero TeueHus. HecMOTpst Ha mpuMeHEHHe
apceHana COBPEMEHHBIX METO/OB JICUCHHS, B 3HAUUTEIbHON
yactu ciaydaeB AJl He yaaercss JOCTHYb NMPOAOIKUTEIBHON U
KaueCTBEHHON PEMHUCCHH Y TAlMeHTa U MPHUXOAUTCS KOHCTa-
TUPOBATh TOPIHUIHOE TeUCHHE 3a00IeBaHusI. MHOTHE acTIeKThI
STHOJIOTUU M TIATOT€HE3a OCTAIOTCS JUCKYCCHOHHBIMHU H Tpe-
OyIOT pemIeHnsl Ha COBPEMEHHOM ypOBHE 3HAHHWH C MpHUMEHe-
HHEM KOMIUICKCHOTO TIO/IX0a HE TOJIBKO K JHATHOCTHKE, HO H
K euenuto AJl.

XPpOMOCOMHBIE NEPECTPONKH HEPENKO COIMPOBOXKIAIOTCS
nposiBineHusiMu AJl. KoHeuHo, ojiHble TPUCOMUM KaK 110 ayTo-
coMaMm (xpomocomsl 13, 18, 21), Tak U MOJOBBIM XPOMOCOMaM
0OBIYHO HE BBI3BIBAIOT TPyAHOCTEH B auarnoctuke. Hamuune
crneuduyeckoro (GeHorumna (KIMHUYECKOro nposiBieHus AJl)
CIIY’)KUT TIOKa3aHUEM Ui BBIMOJHEHHS KapHOJIOTHYECKOrO
aHajau3a, KOTOPBIM, Kak IMpaBWJIO, MOATBEPHKAAET HCXOTHBIN
MIPEIONOKUTENbHBIA TUarHo3. XOTS CIyYaroTCs ¥ HaXOAKH,
IIpH BPOXKAEHHBIX mopokax passurtust (BIIP) [10, 11] u oco-
O6eHHO B ciydasx MHOXecTBeHHBIX BIIP B Bmme xpomocom-
HbIX aHoManuid 49, XXXXY [12]. U3BecTHHI crniennupuvecKkue
(heHOTHTIBI, CBA3aHHBIE ¢ HEOOJIBITUMI XPOMOCOMHBIMH adep-
pauusiMH, NPU KOTOPBIX 4acTo BeTpedaeTcss AJl, Hampumep
cunnpom Tu I'eopra (Di George) [13]. Hocurenu Menkux xpo-
MOCOMHBIX IEPECTPOCK HE HMEIOT crienuduieckoro heHoTnna
[14]. B cmy4yae HeOONBIIMX pa3MEPOB MEPECTPOCK TPeOyeTcs
MPUMEHEHHE HEeCTaHIAPTHOIO KapUOJOrMYECKOro aHajusa,
a CIICHHAJBHOTO IMTOTEHETHYECKOr0 MeToaa (IHOpPECICHT-
ot rubpuamzaumu in situ (FISH-meton) [15]. YacTts Takux
HAaXOJIOK BCTpPEYaeTCsl y MAIMEHTOB KIMHUK, 3aHUMAIOIIMXCS
AKCTPaKOPIOPATIBHBIM OIUIONOTBOpeHueM [16]. Y mpyroii ya-
CTH TIAIIMEHTOB €IMHCTBEHHBIM KIMHUYECKUM TPOSBICHHEM
XPOMOCOMHO¥ TEPECTPOIKH MOXKET OBITh TOPIHIHO TEKYIIIMH
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AJl [17]. Onucansl cnydan couetanust AJl ¢ pepMeHTOnaTHeiH
U XPOMOCOMHOH mepecTpoiikoii [18], ¢ uanonaruueckum ru-
MepI03MHOGUIBHBIM CHHAPOMOM M TPUCOMHEH mo 7-ff Xpo-
MOCOME B KJIETOYHOM KJIOHE W3 KPOBH M JHMQaTHICCKOTO
y3na [19]. BronmHe BepoOsITHO, YTO HEAOOLICHUBAETCS POJb
XPOMOCOMHOH HECTaOMIBHOCTH U nedekToB peraparmn JJHK
B atroioruu AJl. A. Karaman u C. Aliagaoglu [20] mokazamnm,
49TO CeCTpUHCKHUE XpoMaTuHble 0OMeHbl (SCE) 3HaunTebHO
HOBBIIICHB! y OonbHBIX AJl, HE3aBUCHMO OT I10J1a, BO3pacTa,
MPOJOIKUTENBHOCTH U TSDKECTU 3aboneBaHus. Pacmumpenue
TEXHUYECKHX BO3MOXKHOCTEH MOJICKYJISIPHO-ONOIOrHYECKUX
METOJIOB UCCIIEJOBAaHUI CYIIECTBEHHO ONEpexaeT UX MPaKTH-
4eCKOe HCIOJIb30BaHHE B MEIULIUHCKON MmpakTuke. CTaBIIii
y’Ke MOYTH PYTHHHBIM aHAJIH3 MEIKUX XPOMOCOMHBIX Iepe-
CTpoeK Ha crennanu3uposaHHbix ynnax (aCGH), crankusaer-
s CO 3HAYNTEIBHBIMHU IPOOIEMaMH C TO0Ka3aTeIbCTBAMH TIPH-
YHHHO-CJICICTBEHHBIX CBS3eH CHEM(PUICCKUX KIMHWICCKHAX
TIPOSIBIICHUH C WX 3THOJOTHYSCKUM HadayioM. Hackompko 3ToT
METOJ| OKa)KETCsl IPUMEHUM B IOMCKAX 3THOJIIOTHH B CIydasx
TSDKETIOTO TOpruaHO Tekymiero AJl, mokaxker Oymymee. XotTs
y’Ke CErofiHsl U3BECTHO, UTO TaKOW (DEHOMEH, KaK «Copy num-
ber variation» (CNV), win H3MeHEHHE YHCIa KOMHH TE€HOB,
CBSI3aH C Pa3HBIMH HOPMAJIBHBIMH (DEHOTHITMYECKUMHU IIPHU-
3HaKaMM U LEJIBIM PSJoM Hozonorudeckux ¢opm. Coznaercs
KaTaJor BapHalUii 4ncia KOMUH TeHoB y yenoBeka [21]. OOHa-
pyxxer CNV, acCOIMMPOBaHHBIN C TyBCTBUTECIBHOCTHIO KOXKH
K conHeuHnor uHcomsiuu [19]. B 2013 1. Obw10 MOKazaHo, 4ToO
TIOBBIIIICHUE YHCTAa KONUH TeHa TMCTAMHHOBOTO perenTopa 4
HRH4 accounnposano ¢ AJ] [22].

A/l manexo He Bcerna MpPOTEeKaeT Kak CaMOCTOSATEIIHLHOE 3a-
GoneBaHne, 0COOEHHO 3TO KAcaeTcsl TOPIHUIHOTO TEUCHUS 3a-
GoneBanns. YacTo KOXKHBIC TIPOSIBIICHHUS, HICHTUDHUIIPYEMbIC
HnepBOHAaYaIbHO Kak AJl, OKa3bIBalOTCS BTOPUYHBIMU 110 OTHO-
HIEHHIO K OCHOBHOMY IIPOIIeCCy, KaK HallpUMep XPOMOCOMHast
narosyorus. J1o Tex nop, noka Bpad He pa3depercs B 3THOIOTUH
OCHOBHOTO TIpoIiecca U He HA4YHET YCTPaHATh NPUYHHY (eciu
9TO BO3MOXKHO) MJIM OCO3HAHHO BMEIINBATHCS B IATOTCHE3 3a-
6oneBanus, 3P(PEKT OT CUMITOMATUIECKON Tepanuu OyIeT He-
JoctatogHbIM B AJ] OyeT cauTaTsest TOPIUAHBIM.

B paszsutun AJl yuactBytoT O6osiee 20 TEHOB B pa3iIHMIHbBIX
XpoMocoMax. VX CBS3BIBAlOT MPENMYIIECTBEHHO C JIOKYCaMH
1923-g25, 13q14.1, 11q12-q13, 6p21.2-p12, 5q33.2, 5932 [23].
B XXI Beke onucanu 13 HOBBIX TOTUMOP(HU3MOB, CBSI3aHHBIX C
(hopMHpOBaHNEM aJUICPTUUECKOTO TTOPAXKEHHS KOXKH, KOTOPBIE
PAacIOJIOKEeHBI ITIaBHBIM 00pa3oM Ha XpoMocomax 1q, 3qu 17q.
I'en, xopupytommii B-1enb BHICOKOAG(PUHHOTO PeenTopa st
IgE, pacnonoxen B xpomocome 11ql3. OH oka3biBaeT pery-
JSTOpHOE Bo3zeicTBre Ha npoaykuuio IgE y Gonpubx A/l 3a
cueT cuHTe3a JByX OenkoB. B xpomocome 1q23 pacmonoxken
res, kogupyromuii y-uens IgE-penentopa. Ilomydensl nas-
HBIC, YTO T'eH, PACTIOJIOKEHHBII B XpoMocome 3q21, xonupyer
KocTuMyIATopHEIe Monekynsl CD80 (B7-1) m CD86 (B7-2),
KOTOpBIE HEOOXOANMBI ISl aKTHBAIINH MMMYHOKOMIIETCHTHBIX
KJIETOK JUTA TIePefaddl CUTHAJOB C aHTUTEHIIPE3CHTHPYIOIINX
JECHAPUTHBIX KJIETOK Ha T-mumdonutel. OnpeneneHs! JOKyChl
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Bomenas C., 27 ner ¢ amarHozom AJl, xapmorun 46,X,+mar.
BrIchInanus Ha KOXKe Ha CITUHBI.

IL-4 u IL-13 (xp. 5q) ¥ uX TMOMUMOP(HBIX PEIENTOPOB (Xp
16 1 X). DTH IUTOKHUHBI B3aUMOJICHCTBYIOT C DITHTEIHAIb-
HBIMH KJIETKAMH KOXH U (pubpodiractamu, a Takke ¢ T- u
B-mumdormramu. UnenTudunupoBansl U Ipyrue TeHbI-KaH-
JIU/1aThl Ha POJIb OCHOBHBIX B maroreHese aronuu: HLA, TNF
(xp 6), XeMOKHMHOB M MX PELENTOPOB, XMMa3bl TYUHBIX KJIETOK
u p. AHaNIN3 CUEIUICHUs] MEXIy TeHHBIMHU JIOKyCaMH IMpoje-
MOHCTPHPOBAJI BEIYIIyI0 poib reHa [L-13, T0Kanu30BaHHOTO
B xpomocome 5q31-33, mpu AJl. DTOT perynsTOpHBIN Tem-
TUA SBIsIeTCs (hakTopoM pocta B-mmmdormros. B xpomoco-
Me 5q31-33 mmeercs knactep ceMencTBa I€HOB HUTOKHMHOB
(IL-13, IL-4, IL-5, GM-CSF), KOTOpbIE 3KCIPECCUPYIOTCS
Th2-xnerkamu [8, 22]. Cauraercs, 94To dKcrpeccus reHa [L-4
urpaet onpezensonyto pons B pazsutun AJl. ITox ero pery-
JISITOPHBIM BIIMSIHUEM TIPOMCXOJIUT TIEPEKIIIOUCHIE OMOCHHTE3a
UMMYyHOTITOOYyTHHOB ¢ IgM Ha mpomyrmuposanue IgE u 1gG4.
B xpomocome 12q14-q24-33 pacnonoxensl rensl INFy, a Tak-
ke SCF, cTuMyIHpyIoIue POCT Ty4YHbIX KIETOK. B xpomocome
17q11.2 unentudunmupoBana pasHOBUAHOCTb reHa RANTES,
KOTOpasi MOXKET UMETh OTHOIICHHE K TOBBIIICHHOH 3KCIpec-
cun CC-XeMOKHHOB, BBISBISIEMON y OONBIIMHCTBA OOJIBHBIX
AJl. B narorene3e AJl yuacTBYIOT KJI€TOUHBIE MOJIEKYITBI aJIre-
3um, kopupyemsie reHoM VCAM I xaptupoBaHHbM (1p32-p31).
[Ipennonararor Hanmuuue oOUIed reHeTHdeckoi OCHOBHI A]l,
ncoprasza u 6one3nn Kpona. OHM mMeroT oOImIne JIOKYyCHl Ha
xpomocomax 1q21 u 17925 [24].

MaTepna.ﬂ U METOAbI

IMockonbKy pacHpOCTPaHEHHOCTh XPOMOCOMHBIX 3a0oiieBaHuil B
nonyssiun cocrasisieT 0,5%, OHU UMEIOT OOJIBIIYIO JOJIIO B CTPYKTYpe
HACJIEICTBEHHBIX 3a00JIeBaHMil, akTyallbHa MX JMarHocTHka. beuio pe-
LICHO BBINOJIHUTH KAPUOTUIIMPOBAHUE Y YACTHU TALIUEHTOB U3 OCHOBHOM
rpymnisl (n =470) ¢ NposIBIEHUSAMH Ha KOXKe, KOTOPbIE TPAKTOBAIUCH KaK
A/l ¢ TopnianbM TedenueM. B oty rpynmny Borm 47 (10%) narnueHTos,
Yy KOTOPBIX UMEJIHCH PA3IMUHBIE TOTUCUCTEMHBIE TTOPAKEHNUS, BKITIOUAst
HApYyLIEHHs PENPOIYKTHBHOH (yHKIIMHU, KOTOPbIE MOIVIN OBITh CBSI3aHBI
C XpOMOCOMHBIMH a0eppaLusIMu.

Pe3ynbrarthl u 00cykaeHne

ITocne mpoBenennoro kapuoturupoBanus y 8 (17%) 6omb-
HBIX AJl OBIIM BEISBIICHBI pPa3fMYHBIC OTKJIOHEHHS OT HOP-
MaJIbHOTO KapuoTuima, 4yto coctaBuiio 1,8% OCHOBHOU rpym-
IbI. DTO MPEBBIMIAET OOIIETIONYIISIIMOHHOE PacIpOCTPaHeHUE
XPOMOCOMHO¥ ITaTOJIOTHH B MOITYJISIIUH.

[Mon HarmM HaOITIOEHHEM HaXOMIIACh CEMBbsI M3 2 UeIIOBEK
¢ cemeitnoit popmoii AJl. Ilpu moucke B reHe (uiarrpuHa My-
Taly He OOHApPYXKEHBI, IIPU NMPOBEICHUN KapUOTHIINPOBAHUS
OBUIO BBIBICHO, YTO y 000uX (Y MaTepH U ChIHA) B JIBYX ITOKO-
JICHNSIX OTMEYaIach OJHA M Ta e XPOMOCOMHAs MepecTponKa:
46 XX inv7 (gh ph) y marepu u 46 XV inv7 (gh ph) y ceHa.
VY HHUX UMEINCh OTHOTHITHBIC H3MEHEHHSI KOXKH (CYXOCTh KOXK-
HOTO TIOKPOBA C MENKOIUIACTHHYATHIM IICTyIIEHHEM B TIEPHOJIBI

obocTpeHus; QOMIMKYISIPHBINA THIIEPKEpaTo3 Ha pa3rndarelib-
HBIX TIOBEPXHOCTSIX KOHEUHOCTEH, criuHe M sroguiax). Oopa-
mas Ha ce0st BAMMaHNe WJICHTHYHBIN ()eHOTHI MaTepH U ChIHA,
a TaKkxke y 000MX UMENOCh HeTUITINYHOE TEUCHNE apTePHABbHOM
THIIEPTCH3MH.

V¥ 2 npyrux 6onpHbIX Al ObL1 BBIABICH KapuoTun 46 XiXq,
4TO COOTBETCTBYET cunapomy lllepereBckoro—Teprepa.

Haonrooenue 1

ITanuentka P HaGmonanace ¢ 42 neT y racTpoIHTEPOIIOra MO
MOBOJly XPOHHUYECKOIO I'aCTPOIYOJCHUTA, PELHMBUPYIOLIErO MOJIUIIO0-
3a xkenynaka. Y OOJNbHOU crienu(uueckuil (CHOTHII, XapaKTepHbINH s
cunzapoma [llepemesckoro—Tepuepa. Poct 149 cMm, aHTUMOHTOJIOMAHBIHN
paspes a3, MHUPOKOE NEPEHOCHE, KITUTOBUIAHAS» IPy/IHAs KIeTKa, TH-
HEepTEeNOPU3M COCKOB M JIONATOK, KOPOTKAsl Ilesl, HU3KUH POCT BOJIOC,
cubitus valgus, genovalgum, yxopouenune IV u V MerakapraabHbIX
KOCTEH, HOITH C yIIyOJICHHBIM HOTTEBBIM JIoXKeM. Kpome m3MeHeHuit
MUIIEBAPUTEIILHOTO TPAKTA, Y MAIIMEHTKH BBISBICHBI XPOHUYECKUI OTHT,
CHID)KEHHE CITyXa, MPOJIANIC MUTPAILHOTO KJIallaHa, HapyLIeHHe MPpoBO-
IUMOCTH, XPOHHYECKHH OpOHXHT CO CHACTHYCCKHM KOMIIOHEHTOM,
y3J10BaThIil 300 ¢ runepdyHKUUEH MIUTOBHIHOMN JKele3bl, OTCYTCTBUE
BTOPUYHBIX MOJIOBBIX IPU3HAKOB, pe3Kasi THIOILIA3US MOJIOYHBIX JKEJIe3,
MH(MAHTHIBHAS MaTKa, PyAUMEHTApHbIC SIMYHUKH, TIEPBUYHASI aMEHOPEest
(Bce M3MEHEHHS IOATBEPKICHBI Ta00PATOPHBIMH U MHCTPYMEHTAJIBHBI-
mu Metonamu). Ilepuopnueckn HabmoaaNach MaKpOLUTAPHAST AHEMUS,
TTOJTMAMHUHOALMTYpHsL. JIUITHIBI KPOBH CHHKEHBI.

IanmenTka ¢ paHHEro AETCKOro BO3pacta HaOMIOAAeTCsl y AepMaTo-
nora ¢ quarao3om A/l. OGocTpeHns MpUypoUeHBI K XOJI0HOMY BPEMEHU
rofia, COIPOBOXKIAIOTCS XapaKTePHBIMH 3yAAIIUMH BbIChITaHUsIMH. Kojka
Ha MOMEHT OCMOTpa: CpeIHEH BEJIMYUHBI OypoBaThle, INIOTHO MPUKpPE-
IUICHHBIC YEUTY KK Ha TYJIOBHILE, 1lIee, Cru0aTeIbHON U pa3rudaresibHOi
MTOBEPXHOCTH KOHEYHOCTEH. CBOOOIHBI OT MOPAXKEHHS MOAMBIIICYHBIC
BIIAJIMHBI, JIOKTEBBIE SIMKH, 00JIaCTh T'€HUTAINH, LIEHTPAJILHBIC YYaCTKU
KOXH JINIIA, JTaJOHHU MO TUILy II€PYaTOK M CTOMBI 110 THITy HOCKOB. [Ipn
KapuosioruueckoM obcienoBannn 46 XiXq (M30XxpomMocoma JTHHHOTO
mieda X-XpOMOCOMBI). B 1aHHOM ciydae OTCyTCTBOBAJIO KOPOTKOE
wieyo (p) oAHON U3 X-XpOMOCOM, a 0COOCHHOCTH KapHOTHIIA TTO3BOJIU-
71 OOBSICHUTH MEXaHU3M €r0 BO3HHKHOBEHUS (IIPU HAJIMYMHM MYTaIlUu
B «HOPMaJIbHOI» X-XpOMOCOMe He ObUIO XapaKTEPHOTO JUISi YKCHIIUH
TETEePO3UIOTHOTO HOCUTEIhCTBA HOPMAJIBHOTO TeHa). B nmampHeiimem
nanyeHTka Obula MPOONEPUPOBAHA — CTPYMOKTOMHSA, C Pa3BUTHEM
TSDKEJIOTO THUIOTHPEO3a M PE3KUM YXYAIICHHEM COCTOSHUS KOXXHBIX
noKpoBoB. Cpean poACTBEHHUKOB NOPaYKEHHs KOXKU HE OTMEUAIOCh.

Haobnrooenue 2

V nmanuentku C., 27 neT, BeIABICH Kapuotun 46,X,+mar: KapuoTHIT
AQHOMaJIbHBIH, HecOaTaHCHPOBAHHBIH, B KOTOPOM HPHCYTCTBYET MOHO-
comust 1o X-XpOMOCOMeE, IUTIOC MapKep HEN3BECTHOTO IPOUCXOMKICHHS.
ITpu obOpamieHnn: xano0bl Ha CyXOCTh KOXKHOIO IOKPOBa, 000CTPEHHE B
OCEHHee BpeMsi, B BUJIE K3EMATO3HBIX, 3YSLINX BBICHIIAHUN Ha KOXKe
crubaresbHOI M pa3rudaresbHON MOBEPXHOCTH BEPXHHUX U HIIKHHUX KO-
HeyHocTel Koxke Tesa. Habmonanace y iepMarosiora o MecTy KUTellb-
CTBa ¢ quaro3oM A/l ¢ panHero neTckoro Bo3pacra. B mocnennue 5 ner
MIPOU3OILIO YXYLIEHHE COCTOSHUS B BUJIE TTOSIBIICHUS 3y/1a, Iy ILEeHHUs
KOJKH, BEIPQ)KEHHOH CYXOCTH KOJKHOTO IIOKPOBA, 0COOEHHO Ha CITHHE (CM.
PMCYHOK), 3pUTEMbI Ha CIrUOATEIbHBIX TOBEPXHOCTSIX.

JlepMaronor Ha3HAYMII MECTHbIE [TIOKOKOPTHKOCTEPOU/IbI, KOTOPbIE
MaueHTKa npuMmensiia 6e3 Buanmoro 3d¢exra. V3 anamHe3a KHU3HU:
HaOJIIOIEHNE Y aKyllIepa-rHHEKOJIora ¢ HapyIlIeHHeM MEHCTPYalbHOIO
nuKia, neppuuHoe Oecrutoaue. Ilpu ocmorpe: poct 152 cm umeercs
crietuyeckuii GeHorun, xapakrepHslil mis cunapoma llleperes-
ckoro—Tepuepa. U3 3axmouenns nutoreneruka: 46,X,i(X)(q10),inv(9)
(pl1ql12orl3) [23], kapuoTHI aHOMAJILHBIN, HECOAIAHCUPOBAHHBIH, B Ka-
PHOTHIIE IPUCYTCTBYIOT ABE PA3HOBHIHOCTH XPOMOCOMHBIX abepparuii;
1: n30xpomocoma X 1o JUIMHHOMY IUIedy U 2: TIepULIEHTPpUYeCKasi HHBEp-
CHsl XPOMOCOMBI 9, HeNb3sl UCKIIOUUTH BOBJICYEHHE DYXPOMATHHOBOIO
paiiona 9q13 B uHBEpCHIO.

Ewe y 2 nauuenros, HabnronaBimmxcst ¢ AJl, npu KapuOTUIIHPOBa-
HUM ObUIM OOHApY)KCHbl HE3HAYUTENHHO OTJIMYAIOLIMECS IO pa3Mepy
HMHBEpCcUU 9-i1 XpOMOCOMBI.

V 2 npyrux 60sibHbIX AJl, BOLIGAIINX B HACTOSIIECE UCCIIEIOBAHUE,
OBbLIM BBISBICHBI TPAHCIOKALMOHHBIE (JOPMBI XPOMOCOMHBIX MEPECTPO-
€K, M3 HHX y OAHOH oOHapyxeHa cOalaHCHpOBAaHHAs TPAHCIOKALMS
46,XX,t(1; 5)(p32;q31.2-32)[24], 4ro siBIIsIETCS aHOMAJIBHBIM KapUOTH-
1OM, HO COaJIaHCHPOBAaHHBIM. B KapHOTHIIE MPUCYTCTBYET PELUITPOKHAS
TpaHcaoKanus Mexy 1-if u 5-if xpomocomamu ¢ TOUKaMu paspbiBa 1p32
n 5q31.2-32. Y npyroit onpenenen kapuorun 46,X,t(X,15)(p10;p10)[24]
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AQHOMAIThHBII, COATAHCHPOBAHHBIHN, B KOTOPOM IIPUCYTCTBYET PEIUIPOK-
Hasl TPAHCIIOKAIMs MKy XpoMocoMamu X U 15 ¢ TOuKkaMu pas3pbiBa B
paiione neatpomep (pl0; p10).

IIpoananu3upoBaB gaHHbIe o0cienoBaHUS 47 OONBHBIX

AJl, MBI nenaeM BBIBOJ, YTO NpU TOpPIUAHOM TedeHHn AJl y
OonpHBIX B Bo3pacte mociie 20 JeT M MpH COIMYTCTBYOLICH
MOJIUCUCTEMHON MaTONIOTUY U HAPYILICHUU PENPOTYKTHBHOM
(yHKIMK 11e1ec000pa3HO PEKOMEHI0BATh KAPUOTUIIUPOBAHHUE.

®dunancupoBanue. lccienoBanue He HMEJIO CIOHCOPCKON MOJICPIKKH.
Kongaukt mHTEpecoB. ABTOPHI 3asBISIOT 00 OTCYTCTBHH KOH(IIMKTa
HHTEPECOB.
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