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In the article the authors performed the experience of interaction of medical and social services of
Zelenogorsk closed administrative-territorial constitution (CATC) and electro-chemical plant (ECP) to provide
with additional guarantee under rendering medical aid for the elderly and senile persons, who worked under
special production conditions. The list of the elderly and senile persons was produced, where the medico-social
features of mentioned person category were reflected. The authors carried out the work of determination of the
need for medical and social aid to the elderly persons. To make better the quality of rendering medical aid to
the elderly persons the authors worked out the program of voluntary medical insurance at the expense of

deductions in the profit of ECP.
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BBISIBJEHUE AHOMAJIMHA B CUCTEME ITIOJIOBBIX
XPOMOCOM 1 3HAYEHMHUE OITPEAEJEHHSA ITOJOBOI'O
XPOMATHNHA KAK CKPUHUPYIOINEI'O METOJA

H.B. Ilomanoea. H.B. Kanawnukosa, FO.B. Cmuprosa, E.A. Hyxoenas, C.H. Kynyesuu,
L. M. Bapbixoea.

(MpkyTckas rocynapcTBeHHas obiacTHas KiuHHueckas 6onbHuUa, rias. Bpad — k.M.H. [1.E. lyaun)

Pe3tome. Cpeamn 6onbHBIX C XPOMOCOMHBIMU abeppauunsimn, COCTOAWMNX Ha Y4éTe B MeAUKO-TeHeTu-
4YeckoW KoHcynbTauuum r.MpkyTcka, 3HaUMTENbHYI0 YacTb COCTaBMNAT NULa C CMHApOMamun, obycnos-
neHHbIMU AncbanaHcoM B CMCTEME IMON0BbIX XPOMOCOM. B cTaTbe nNpuBOoAATCS AaHHbIE 3a AecATU-
neTHun nepwop paboTbl M 06CyxXAaeTCA akTyanbHOCTb NPUMEHEHUS MeTOAa UCCNeaoBaHUs NONoBo-

ro XpomaTtuHa B NpakTuke KnuHuuucra/

KnuHuyeckue cHHIpPOMBI, OOYCJIOBIEHHbIE aHO-
MajluAMU B CUCTEME MOJIOBbIX XPOMOCOM, HE MpOAB-
JA10TCA rpyObIMM MOPOKaMKM Pa3BUTHS BHYTPEHHUX
OpraHoB, MPakTHYECKHW HE BIMUAIOT Ha MPOOOJIKH-
TEJIbHOCTb KU3HU OONbHBIX, MHTEJJIEKT ualle HOp-
MasbHBbIHA, UL Y YacTH OoNbHBIX HabnopaeTcs He-
pe3KO BbIpak€HHas OJNUrodpeHUs M 4acTo AMArHo-
CTHKA ITHUX CHUHIPOMOB OCYIUECTBISETCS B MEPHUOIL
nonoBoro co3peBaHus. OCHOBHBIM TPOABIEHUEM
nucbanaHca MoJIoBbIX XPOMOCOM SIBJISIOTCS Hapylie-
HHEe CTpOeHUs M (PYHKUMH NOJOBBIX XKeJe3, UTO MpH-
BOAMT B NyOGepTaTHOM Mepuoie K 3alepikke WIH OT-
CYTCTBHIO pPa3BUTHA BTOPHYHLIX MOJIOBBIX TpH3HA-
koB. K aToii rpynne otHocatcs cuuapomsl Llepe-
weBckoro-TepHepa, Knaiingpensrepa, nonucomun X
ny.

Bonbuble cuuapomom llepewesckoro-TepHepa
MUMEIOT SPKO BBIPAXKEHHYIO KIHHUKY: HeGOoJbIIOH

poct — no 145-150 cm (96%), wupokas rpyaHas
knetka (60%), koxkHble ckiaaku Ha wee (56%), X-
obpasznas nedopMmalus roJieHell, aHOManuu aepma-
Tornudpuky (1McTanbHOE CMELIeHHe JaJOHHOrO TPH-
paauyca), TUINEPTENOPU3IM COCKOB, “yTOMIEHHbIE”
HOrTEBblE MJIACTUHKU, MOJOBOH UHBaHTUIU3M (94%),
nepBuuHas ameHopes (96%) u 6ecnnonve (99%).

KnuHuueckas kapTuHa 3TOro CUHApOMa XOpOUIO
M3BECTHA MeauaTpaM, YTO MO3BOJIUIIO B psAle cllyyaes
(7-8%) ycTaHOBUTb JAMarHo3 B MNEPUOJE HOBOPOXK-
NEHHOCTH — B OCHOBHOM Yy OOJIBHBIX C OTEKOM HHX-
HHUX KOHEYHOCTEI.

Bcero B MENMKO-FEHETHMYECKON KOHCY/NbTalUUU
(MI'K) r.Mpkytcka Habmtonaetcs 52 60JbHBIX C CHH-
npomoM lllepeweBckoro-TepHepa. Kak BuaHO u3
Tabnuubl 1, BBIABJIEHBI ClEAYHOLIME LHTOrEHETHYE-
CKME BApHAHTHI:

Tabauua 1.
Lumozenemuueckue gapuanmel cunopoma Lllepeweackozo-Tepruepa
Kon-Bo KapuoTtunsl 6onbHbix ¢ cunapomom Llepewesckoro-TepHepa
60bHBIX 45.X 46,Xi(Xq) | 46, XX/45X | 46, XX/46Xi(Xq) | 45,X/46,Xy | 45,X/46,Xinv (y) | 46.Xdel(X) | Bcero
n 30 5 12 2 1 1 1 52
% 57,69 9,62 23,08 3,85 1,92 1,92 1,92 100
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Cunapom Knaiiudenbrepa B oTiindHe OT CHHAPO-
ma llepemesckoro-TepHepa yalle BbIABASAETCA B Ie-
puoe NosoBOro co3peBaHus UM Bospacte a0 30 ner.
HecmoTps Ha Gonblioe KoJMYECTBO 0OCAEA0BAHHBIX
MaJbYHKOB C pa3lHYHbLIMH BapHaHTaMW TMIOrOHa-
IM3Ma, B MEJMKO-TEHETHUECKO! KOHCYJIbTalUWH Ha-
Ontonaerca ToAbkOo 14 OONBHBIX € CHUHAPOMOM
KnaitHdenbTepa, 4T0 He COOTBETCTBYET BbICOKOM MO-
nyasuvoHHoi yacyore | Ha 1000 HOBOPOXKAEHHBIX
ManburkoB. Tonbko aBoe 6onbHbIX B MI'K BbIABIIEHDI
B BO3pacTe A0 Tpéx JeT. OAUH U3 HUX, C CHHAPOMOM
noaucomun X (kapuorun 49, XXXXY), Obl1 AHArHO-
CTHUPOBAH B NMEPHOL HOBOPOXAEHHOCTH.

Knunuueckas kaptuHa cuHapoma Knaiindenbre-
pa XxapaKTepu3yeTcsi HapyLIEHUEM TeJIOC/I0XEHHUA:
POCT HECKOJIbKO BbILE CPEAHEro MYXCKOro pocta B
MonyaslMy, X0Ta Yy Hac HaOMOJaluCh HU3KOPOCIbIE
GobHble. HMXKHUE KOHEUHOCTH YAJIMHEHHBIE, WHPU-
Ha Tasza npeobnajaeT Hal WUPHHOI niey, A4 B3poc-
JbIX XapaKTepHO e€BHYXOMIHOE TEJIOCI0XKEHUE C TH-
MUYHBIM pacnpeesieHHeM NOAKOXKHO-)KHUPOBOMN KJIET-
yaTKH (Mo KeHcKoMy Tuny). BropuuHoe oBosioceHue
CKyaHOe WM OTcyTCTBYeT, B 50% cnyyasx oTmeua-
eTcss ruHekoMacTus. OTIMYUTENbHBIM TPU3HAKOM
CUHApPOMA SBJISIETCH CKJIEPO3UpPOBAHUE AMYEK, KOTO-
poe MOXeT HayaTbcA rnocie apaauatu jet. HMuren-
JIEKT HEpe3KO CHMXKEH WJIM HOpMajleH — TaK, [Ba
0o0sibHBIX U3 14, HabNONaeMbIX B MEAUKO-TEHETHYEC-
KOM KOHCYNbTaUMM, HMEKT BbICIIEE TEXHUYECKOE
obpaszoBanue. Hepeako oTMevaroTCs HapyulleHHs B
IMOLMOHANTbLHO-BOJIEBO cdepe.

LluToreHeTHueckue BapuaHTbl cunapoma Knaiin-
denbrepa, BoiABiaeHHble B MI'K, npencrasiieHbl B
Tabnuue 2.

Kpome 3TOro BbIfiBIE€HA peakas aHOMauus MoJjo-
BbIX XpPOMOCOM — cHUHApOM ay6usb XY (xapuoTtun 48,
XXYY).

B nutepatype umeroTcs AaHHbIE O BBICOKOH 4ac-
TOTE CUHAPOMA NMOJUCOMUM X Y KEHILHH, CPABHUMOMH
¢ uactoToil cuHapoma Knalindenbtepa cpean Manb-
4yukoB. B Hawlel koHcynbTaunu 3a 10 net paboTsl Ta-
KHUX OONBHBIX HE ObIIO BBISIBIEHO.

Ha cerogHswHuii neHb cyulecTBYIOT [BE TOYKH
3peHUsl Ha UCTOJIb30BaHUEe METOAA UCCIEN0BAHUA MO~
JIOBOrO XPOMAaTHHA, KaK CKPHHUPYIOLLIEro MeTOAa /14
oTbopa OONBHBIX Ha KapHOTUMUpoBaHHE. MOCKOB-
cKas LKoJa OTpHLAET 3HaueHHe ITOro MeTona, a
Cankt-Iletepbyprckas MpoaomkaeT HacTauBaTb Ha
COXpaHEeHUU METOJIa UCCe0BaHUS 10JIOBOI0 XpoMa-
THHA B apceHane KIHHUUHUCTA.

[TonoBoii xpomaTuH (X-XxpoMaTHH, TenbLe bappa)
npenacTasnseT coboi MHAKTHBMPOBaHHY X XpOMO-
coMy W onpenensercs B cockobe OyKKajlbHOIro 3IM-

TEJUA CIH3UCTOH POTOBON MOJOCTH. Y 3I00pPOBbLIX
MYXYUH KJeTOok ¢ Teasbuem bappa ot 0 no 4%, a 'y
xeHWHH 12% u Gonee. TpadMUMOHHO CUMTAETCA, YTO
METOJ ONPEEEHHA NOJOBOr0 XpOMaTHHA MO3BOJSET
BbIABUTbL BCEX OO0JbHBIX ¢ cuHapomamu lllepeuies-
ckoro-TepHepa u Knaiindensrepa, T.e. Haubosee
4acTO BCTPEYAEMbIMU CHHAPOMaMH, 0OYCIOBIEHHbI-
MU aHOMaJUSAMHU B CUCTEME MOJOBLIX XpoMocoM. [1pu
9TOM U1l JKEHIUMH ¢ cuHapomoM lllepewesckoro-
TepHepa xapakTepHbl HU3KkHe 3HaueHUs (MeHee 12%),
a 1A Myx4uH ¢ cunapomoM KnafiHdenbTtepa Bbico-
kue (Bbilie 4%) W, clenoBaTeabHO, METOI MOXET SIB-
JATbCS CKpUHMpYlowUM. Ho 3To crnpaBeanuBO TOJb-
Ko ans cuHapoma KnafiHdenbTepa, KOTOpbIH B MO-
naBastoleM O00JbLIMHCTBE 00YCNIOBIACH KApHOTUIIOM
47,XXy, onHako y 5-10% 60abHBIX MOTYT ObITb pa3-
JIMYHblE BapUAHTbl MO3AWLIM3Ma C HATUYMUEM KJIOHOB
kneTok ¢ kapuotunom 45,X0/47, XXy vnnu 46,XY/47,
XXy unu 46,XX/47,XXy. B peakux ciyyasx oOHa-
pyxuBaetrca noaucomus X — kapuotun 48,XXXY
wnn 49, XXXXY. Takum o6pa3om, Bce 00JbHbIE CHH-
npomom KnaitHdenbrepa XpomMaTHH — MOJIOXKHUTENb-
Hbl, TO €CTb Y BCEX €CTb M30bITOuHas X Xpomocoma,
CO 3HAYEHHUSAMHU MOJOBOro XpoMaTHHa Bblwe 4-5%.

Yro xe kacaeTcsa cunapoma Llepewesckoro-Tep-
Hepa, TO 3/1eCh LIMTOTEHETHYECKHE BapHaHTbI pacrpe-
NeJA0Tes cleflytouum 00pa3oM: NPUMEPHO MOJOBU-
Ha OoJibHBIX uMeeT kapuoTtun 45,X0, y ocTalbHbIX
OOJIbHBIX BBIABAAIOTCS Pa3JHMuHbIE BAPUAHTbHI XPOMO-
COMHOTr0 MO3aHLIM3Ma U CTPYKTYPHbBIE MEpecTpOHKH
X XpOMOCOMBI.

Bapuantel Mo3anumiMa MOryT ObITb CJELYIOLIH-
MU: Haubosiee HacTO BCTpPeYaeTcsa y O0JbHBIX Kapuo-
tun 45,X0/ 46,XX, pexe kapuorun 45,X0/47,XXX;
45,X0/46,XX/47, XXX, 45,X0/46,XY/47,XYY;
45,X0/47, XYY.

K cTpykTypHbiM nepectpoiikam X XpOMOCOMBI
OTHOCSATCS MU30XpPOMOCOMaA MO JIHHHOMY 1(qX) M KO-
poTtkomy i(pX) nneudam, aeneuru q U p maew X xpo-
MOCOMbI, KofiblieBas X Xxpomocoma, ¢parmeHThl X
XpOMOCOM, U30AULIEHTpHUUECKass X XxpoMocoMma.

U3 sToro cnemyer, 4TO XpOMaTWH OTpUUATElb-
HbIMM SABJAIOTCA TOJNBbKO OOMbHBIE C KapHOTHUIIOM
45,X0 uiu MO3auKH € HaJIMYMEM OUEHb MaJloro KJjo-
Ha KJETOK C KapHOTHMOM, coaepxauiuMm ase (u 6o-
nee) X-XxpomMocoMsbl. ITpu Apyrux UMTOr€HEeTUUECKHX
BapuaHTax cuHapoma Ulepewesckoro-TepHepa 3Ha-
4yeHus X XpoMaTHHa MOTYT ObITb MOJOXKHTENbHBIMMU.

DTO AUKTYET HeoOXOAMMOCThL NMpH O0TOOpE Ha LH-
ToreHeTHueckoe obcneaoBaHMe JHIL C CHHIAPOMOM
Illepewesckoro-TepHepa Gonblie ONUpPaTbCs Ha Kilu-
HUYECKYIO KapTHHY.

Tabnuua 2.
Lumozenemuueckue sapuanmel cunopoma Knaitnghenemepa
Kon-Bo Kapuorunsl 60abHbIX ¢ cuHaApomoM KnaiiHdenbrepa
bosbHbIX 47,Xxy 46,Xy/47,Xxy 46,Xy/48, XXXy 49 X XXXy Bcero
n 10 ] 2 1 14
% 71.43 7,14 14,29 7,14 100 |




Takum o6pa3oM, MoKasaHUAMHU [N HanpaBjieHUs
Ha McclleOBaHHUE MOJIOBONO XpOMAaTHHA, KaK MOKa3bl-
BaeT Hall OMbIT M AaHHbIE APYTHMX HCCleaoBaTelleH,
ABJIAIOTCA:
® HalMuMe KIHHUYECKUX TMPU3HAKOB CHHAPOMOB
Llepwesckoro-Tepuepa u Knaiindenbrepa,
clyyau OTCTaBaHUs B pocte, (HU3UUECKOM M T10-
JIOBOM pa3BUTHH y NEBOYEK,
BbIABJICHHE HapylueHuil nonoeoil nuddepeHum-
POBKH: THNOrOHAaAW3M, MHUKPOOPXHAM3M, HABYX-
CTOPOHUH KPUNTOPXHU3M Y MalbyUKOB,
NOPOKH Pa3BUTHUA HAPYXKHBIX MOJIOBbIX OPraHoOB:
JIOXKHBIH MYXKCKOH M NOXHBIA )XEHCKHiI repmag-
POAMTU3M,
nepBUYHas MM BTOpUUHAs ameHopes,

GecnnonMe y MyXUuMH ( rociie UCKIJIOYEHUS ApY-
TUX MPUYHH, BeAYUIHMX K Oecnnoauo),
HapylleHHe MCUXOCEeKCYalbHO! OpUEHTALIMH,
acoLMabHOE MOBEAEHHE Y MallbYUKOB.

B uenom, 060611as aecATHIETHUN OMbIT paboThl
MEIMKO-TeHETHUECKOH KOHCYNbTALMK O BbISBIEHUIO
aHOMaJsluil B CHCTEME MONOBbIX XPOMOCOM, Mbl OTMe-
yaeM HajuuKe NOCTATOYHO CHILHON KOppessuuM npu
MCMoJ1b30BaHUM 0060OMX MeTon0B nabopaTopHOi Iu-
arHOCTHKM (MCCNIeI0BAaHUS KapHOTUMNA W MOJIOBOrO
XpOMaTHHa), H cYUTaeM OTKa3 OT METOAa MCCIeNoBa-
HUS TOJIOBOTO XPOMATHHA TPEKAEBPEMEHHbIM, eLué
pa3 aKkUEHTUPYs BHUMaHUE Ha TOM, UTO OH sIBAfAETCH
XOpOLIMM OPUEHTHPOBOYHBIM TECTOM ISl onpejesie-
HUs anroputMa obcnenoBaHus 60NbHOTO.

THE RESULTS OF IRKUTSK MEDICAL GENETIC CONSULTATION ACTIVITY IN THE
FIELD OF THE SEX CHROMOSOME ABNORMALITIES.THE IMPORTANCE OF
SEX CHROMATIN DETERMINATION AS THE SCREENING METHOD

LV. Potapova, I.V. Kalashnikova,Y.V. Smirnova, E.L. Dukhovnaya, S.I. Kuptsevych, D.M. Barikova

(Irkutsk State Regional Hospital)

The patients with chromosome abnormalities compose the significant part of the patients with chromosome
aberrations. In this article the date from the period of ten years is presented and the necessity of sex chromatin
(Barr bodies) determination in the everyday practice has been considered.
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CJIYYAHM 3JIOKAYECTBEHHONW ®EOXPOMOILMUTOMBI
Y HO)KI_/I.JIOFO MYKUUHBI
C.B. Buikos. H.M. Buikoea, E.A. Illeopeesa, M.M. AumeuH.

(ObnactHoe martosioroaHaToMuueckoe Owopo,HavanbHuk — JLII. [puwinna, knuHuyeckas GonbHuua NelQ

r. Upkyrck, rnas. Bpau — FO.51. [op6yHoR)

Peslome. Onucan cnyqa|7| 3r0Ka4YeCcTBEHHON CbeOXpOMOLlVITOMbI Yy MYXYUHbI B NOXWNOM BoO3pacTe,

Bnepeble 06HaPYXEHHOW Ha ayToncuu.

DeoXpoMOLMTOMA — TOPMOHANbHO-AKTHBHAS OMY-
X0Nb, BO3HMKaKWasA U3 xpoMadPUHHON TKAHW MO3-
rOBOrO BELIECTBA HAAMOYEHHUKOB, NaparaHrines Wiu
CUMMATUYECKUX Yy3JI0B. 3aboNeBaHHe BCTpeYaeTCs
peako B cpeaHem -3 cnyuas Ha 10 000 GonbHbix. Y
JIML C MOBBIIIEHHBIM apTepHaNbHBIM AaBieHueM deo-
XpoMounToMa Habnioaaercs B 2-3 pasa vauie, o0Oblu-
HO BO3HWKaeT B Bo3pacte 20-50 ner u oaMHakoBO
4acTO MOpaXaeT Kak MY»XUYHH, TaK U XKeHIHH [1].

HaubGonee uacras noxanuszauus $eoxpomMoUMTO-
Mbl — MO3rOBO€ BELIECTBO OJHOI0 W3 HAAMNOYCYHHUKOB
(yawe npasom) [2]. 3nauurtenbHo pexe (10-15%
Clly4aeB) OMNyXolb HMeeT BHEHAANOYEYHUKOBYIO
(3KCTpaaapeHanoByo) nokaiausauuto. [Ipu BHeHan-
MOYEYHUKOBOH JlOKanu3auuu (eoxpoMouuTomMa Hau-
foJjiee 4acTO pacrnonaraeTcd B CHMNATHYECKHUX Mapa-
FaHMIMAX MO Xody OplOLIHON aopTbl My MecTa OH-
Gypkauuu, pexe — B CPEAOCTEHHH, UHOT/IA B MOJOCTH
uepena v cTeHke mouesoro nyssips [1,2,3]. Tlpumep-
HO B 10% cnyuaes ¢eoxpoMouUUTOMbl ObIBAIOT ABY-
CTOPOHHMMM MM MHOXECTBeHHbIMU. Yaiie Bcero
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(eoxpoMoumrTOMa pacrnonoxeHa B OAHOM Haanoyeu-
HUKE, UMeeT A0OpOKaueCTBEHHOE CTPOEHHE, a TMpu
IBYCTOPOHHEH MW BHEHAANOYECUHUKOBON NOKanu3a-
UMM — 3JI0KaYECTBEHHOE.

3nokauecTBeHHas onyxonb (heoxpomobnacroma)
00bIYHO MeTacTasupyeT B 3abprowvHHbe TUMDOY3-
Jibl, ME4Y€Hb, KOCTU U Jerkue. Macca onyxonu 4acto
He npeBbllwiaeT 75 r, HO HHorga gocturaet 3600 r.
L{BeT omnyxonum 3eneHopato-Oypblil, paspe3 cepo-
KpacHblil uau Oypblil, KOHCHCTEHUMS Msrkas. Hwme-
I0TCA MHOXECTBEHHbIE 0YarH KPOBOMU3NMAHUN U HEK-
po3oB. ['MCTONOTHYECKH B OMYXONM Yalle BCero o0-
HApYXKUBAKOTCA KPYMHbIE MONUrOHANbHbIE KIETKH
WK KIETKM HENMpaBUIbHONH (opMbl, UMEKOILHE MEl-
KO3epHHUCTYIO uMtornasmy. B tkauu deoxpomounto-
Mbl COJEPXKUTCS anpeHanuHa B 20 pas, a HopaapeHa-
auHa B 200 pa3 Gonblie, 4eM B HaAMOYEUYHUKAX 310-
poBbIX ntoAei. BHeHaanovyeuHUKoOBblE (EOXpoMOLU-
TOMBI COiepXaT 0ObIYHO TOJLKO HOopaapeHanuH [1,2].

B psne cnyuaeB MokeT pa3BUTLCA onacHoe s
XKHU3HU COCTOSIHHUE '‘HeynpaBisieMOoi reMoauHaMUKH”,



