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PoAb peructpa OOABHBIX

B paHHEUN AMATHOCTUKE CEMENHOTO
AAEHOMATO3a TOACTOU KUIIIKHU
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The role of the patients register in early diagnostics of familial

adenomatosis coli

A.M. Kuzminov, A.V. Karpuhin, Yu.Yu. Chubarov, |.Yu. Sachkov, T.A. Savel’yeva

Llenb uccnepoBanua. OueHUTb 3PPEKTUBHOCTb
Perucrtpa 60/bHbIX CEMEHbIM aeHOMAaTO30M TOJICTOM
KULLIKW.

Martepuan n metoasbl. Habnioganm 1036 60nbHbIX
CEeMENHbIM aJeHOMAaTO30M TOJICTOM Kuliku. M3 Hux
117 4enoBek, ABNAOLIMXCA NpobaHOoamMu ¢ NoapoOHO
coOpaHHbIM K HaCTOSALEMY BPEMEHW HacneacTBeH-
HbIM aHamMHe30M, U 118 MXx KPOBHbIX POACTBEHHMWKOB,
aKTMBHO MPUBJIEYEHHbIX K 06Cef0BaHMIO, BKIIOYEHbI B
Pernctp cemenHoro ageHomatosa.

PesynbTaTtbl. Hannune Pernctpa 60bHbIX CEMEN-
HbIM afeHOMaTo30M C MOCAenylLwmMM BbiI3OBOM U
obcnenoBaHMeEM POACTBEHHUKOB MPpo6aHa0B NO3BOMM-
J10 CHU3UTb BO3PACT O0JIbHbIX HA MOMEHT YCTaHOBJIEHUS
anarHo3sa ¢ 30 o 18 ner, yMeHbLUNTb YACO NAUVEHTOB
C pa3BUBLLMMCS PakoM TOJICTOM kuwku ¢ 43,6 no 4,9%,
COKpaTUTb Cily4an TOTaJIbHOrO MOPaXeHUs! TOJICTOMN
KMLLKW nonavnamMmn ¢ 72 0o 5%.

[eHeTnyeckoe TeCcTUpoBaHWEe BbiSBUIO 3abonesa-
HUe Ha JoKNnHNYeckon ctagumny 18 (56%) 13 32 akTmB-
HO 06cnenoBaHHbIX POACTBEHHUMKOB NPO6aHA0B, MO3BO-
JINNI0 COCTaBUTL FPyMny pucka n3 yneHoB APC-Heratus-
HbIX CEMEN N CHATb C AaJibHellero HabnioaeHusa nu,
He yHacnegoBaBluMx myTaumio B APC (Adenomatous
Polyposis Coli) rene.

Aim of investigation. To estimate efficacy of the
Register of patients with familial adenomatosis coli.

Material and methods. Overall 1036 patients with
familial adenomatosis coli were observed. Of them 117
proposituses with detailed hereditary history taken to
the present time, and 118 their natural relatives actively
involved in investigation, were included in the Register of
family adenomatosis.

Results. Presence of the Register of patients with
familial adenomatosis coli with subsequent summons
and investigation of relatives of proposituses allowed
to decrease age of patients at the moment of diagno-
sis from 30 to 18 years, to reduce number of patients
with developed colorectal cancer from 43,6 to 4,9%, to
reduce cases of total involvement of the large intestine
by polyps from 72 to 5%.

Genetic testing detected disease at preclinical stage
in 18 (56%) of 32 actively investigated relatives of pro-
posituses, allowed to form the risk group of patients
from APC-negative families and to remove patients who
have not inherited APC (Adenomatous Polyposis Coli)
mutation from further observation.

Conclusion. Presence of the Register of patients
with familial adenomatosis coli promotes early diag-
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3akniovyeHue. Hanvume Pernctpa 605bHbIX ceMeli-
HbIM aIEHOMaTO30M CNoCOBOCTBYET paHHE ANarHOCTUN-
Ke, YNYYLLEHNIO PE3YNbTATOB JIEYEHUS U ONTUMN3ALNN
MOHUTOPUHIra 3TOM KaTeropum 60sbHbIX.

KnioueBble cnoBa: cemMerHbll aeHOMaTo3 TOJIC-
TOW KULLKWM, NOAUMblI TOAICTOW KULWKK, Pernctp cemen-
Horo ageHomato3a, APC reH, reHeTu4eckoe TeCTUpo-
BaHME.

eMeunvlll  a0enomMamo3 moJaACMOU KUWKU

(CATK) gBnsieTcd HacJeACTBEHHBIM 3a60Je-

BaHueM, 06ycJOBJIeHHbIM MyTaiusmMu B APC
(Adenomatous Polyposis Coli) rene, u xapakrepu-
3yeTcsl pa3BUTHEM B KHUIIKe GoJjiee CTa MOJUIOB C
Hen30esKHOI WX 3JI0KauecTBeHHOW TpaHcdopMalueit
[5, 10]. DTo 3aboseBanne ABISETCS TOJBKO OLHUM
U3 M3BECTHBIX IOJHUIIO3HBIX CHHIPOMOB Ke1YJ0UHO-
Kkuweunozo mpaxkma (JKKT), mpeacraBieHHbIX B
Ttaba. 1.

OTHOcHUTeNbHAS PEIKOCTh CEMEHHOTO aJeHOMAaTo-
3a (1 cuayuaii ma 10 000 pogos) [11] u cxoacTBO €ro
KJIVMHUYECKUX TIPOSIBIEHUI € APYTUMHU KOJOIPOKTO-
JIOTHYECKUME 3200JIEBAHISAMEI, HECMOTPSI Ha GOJIBIIOE
YUCJ0 TMyOJUKAIWiA, MOCBSIIEHHBIX 3TON MpobieMe,
COIPOBOJKAAETCS 3aI034AJI0N [UArHOCTUKON U pa3BU-
THEM PaKa TOJCTOW KUIIKU HA MOMEHT YCTaHOBJIEHUS
muartosa y 50—70% Gombubix [1, 3, 4]. D10 obcro-
SITEJLCTBO  YXY/IIAET MPOTHO3 IS TIOCJTENYIOIIei
JKU3HU OMEPUPOBAHHBIX OOJIbHBIX, TAK KAaK OCHOBHOI
MPUYMHON JIETATBHBIX UCXO/I0B B OT/AAJIEHHbIE CPOKHU
SIBJISIETCST TEHEPATN3AINS 3JJ0KAUYEeCTBEHHOTO MPOIEC-
ca[2, 8, 14, 19, 20].

Croco6oM  yJaydlieHusi pPe3yJbTATOB JeYeHUs
CEMENTHOTO aJIeHOMAaTO3a SIBJISIETCS PaHHSISA AHATHOC-
Tuka 3a6ojieBaHUsI, KOTOpas oO6Jierdyaercss HacJe-
CTBEHHBIM XapakTepoM OOJIE3HH W BO3MOKHOCTHIO
aKTHUBHOTO 0O0CJIe[0BaHUs POACTBEHHUKOB OOJIbHBIX
IyTeM CO3/laHus HallMOHAJAbHbIX Perucrpos cemeiino-
ro agenomarosa [15, 16]. Hamnune takux Perucrpon
MO3BOJISIET YMEHBIIUTh YUCJIO OOJbHBIX PAKOM TOJI-
CTOIl KUWINKW HAa MOMEHT yCTAHOBJIEHUS AMArHO3a B
cpeqreM ¢ 60—70 mo 4—9% [13, 17, 18].

[Ipn cosmanum Perncrpa, Hapsmy c TOHATHEM
«mpobaH/», T. €. TEepPBbIii YIeH CeMbH C YCTAHOB-
JIEHHBIM W THCTOJIOTHYECKH TIOATBEPIKIEHHBIM Mar-
HO30M CEMEHHOro aJeHoMaTo3a TOJICTOM KHIIKH,
MEPEUYNCSIIOTCST BCE €ro  KPOBHBIE POJACTBEHHU-

nostics, improves of results of treatment and optimize
monitoring of this category of patients.

Key words: familial adenomatosis coli, polyps of
the large intestine, the Register of familial adenomatosis
coli, APC gene, genetic testing.

KU, aKTUBHO TIPUBJIEYeHHBIE K OOCTEeTOBAHUIO —
«call-up». CrenytonmM 3TanoM BBIIEISIIOT POJI-
CTBEHHUKOB TIPOOAHIOB C BBISIBJEHHBIM 3a00JI€BaHN-
eM — «verified patients». T'pyrmy pucka cocraBsiioT
PO/ICTBEHHUKH NPOOAH/IA C OTCYTCTBUEM KOJOPEKTAIb-
HBIX IIOJIUIIOB.

«/3ompoBaHHbIe»> CJydyan CeMENHOro ajieHoMa-
TO3a, T. €. MAIMEHThI € BepUMUIMPOBAHHBIM JUaT-
HO30M 3a6oJjieBaHUsI, HO 0e3 POJICTBEHHBIX CBSI3el C
6OJIBHBIMU AJIEHOMATO30M, UTO BCTPeYaeTcs: B 25—
30% nabmoxeHuii, Takxke BHocsATcsa B Peructp [9].

Bnepsbie Takoit Peructp 6bun cozgan B 1928 r. B
Anrsinn B roctimtane Cearoro Mapka [17]. [Togo6ubie
Peructpspl, BKJIIOYAIONINE CBEAEHUS O HECKOJbKHUX
COTHSIX TIAIIMEHTOB M UX POJCTBEHHUKAX, CYIIECTBY-
for B IIIBeruu ¢ 1959 r. [6], B Wramuu ¢ 1988 r. [7],
B [lanuu ¢ 1977 r. [12] u apyrux crpaHax.

OueBuHast  11€7€CO06PA3HOCTb  CYIIECTBOBAHUS
MOJIMTIO3HBIX PerucTpoB 3a pyGeskoM MOCJIYKUIA MOBO-
JIOM K OlfeHKe appeKTHBHOCTH aHaslorngHoro Perncrpa,
co3ganHoro B THII komompoxronormm M3 P®.

MaTepuana 1 METOABI UCCAEAOBAHUSA

Ceronusa T'HIL kosonpokrosoruu 06J1aJJaeT OIlbl-
toM Habmogenug 3a 1036 GosbHBIMU CeMeHHbBIM
aJIeHOMATO30M TOJICTOM KHIIKW, U3 KoTopbix 117
YeJI0BeK, SIBJSMIOINXCS MPOOAHAaMH € MOAPOOHO
COOPAHHBIM K HACTOSIIIIEMY BPEMEHU HaCJe/[CTBEH-
HBIM aHaMHe30M, 1 118 mX KPOBHBIX POJICTBEHHUKOB,
AKTUBHO TPUBJIEYEHHBIX K 00C/IEI0BAHUIO, BKJIIOUEHBI
B Peructp cemeiinoro asenomarosa. Cxema mocrpoe-
Hus 6a3bl JaHHBIX Permcrpa ceMeiHOTO ajieHOMaTOo3a
I'HII xosonpokTosorum mnpejcTaBieHa Ha puc. 1.

Ycranosneno, uro 117 mnpobangos umenun 1683
POJICTBEHHUKA, U3 KOTOPbIX HA MOMEHT OIpoca ObLIN
skuBbl 1449, XapakrepHble 3Kano0bl TPebSIBISIN
229 poJCTBEHHUKOB, He UMesn xano6 — 1220.

Tabauua 1

IToAumnosHbie CHUHAPOMEI JKEAYAOYHO-KUIIIEYHOT'O TPAKTa

HasBanne

ITpenmyiiecTBenHas
JIOKQJIM3AIHs TI0JIUIIOB

CeMelHbIN aJIeHOMaTO3 TOJICTON KUIIKI

IOBeHNIBHBIN TOJUIIO3

Toncrag xuimka

Tonacrag xkummka
7 KEeTyI0K

TFamapromusiit moaumno3 AKKT
(cunppom Ileiitia—Erepca)

JIio6bie orpennr JKKT

Bospact niposiBiennst | CKJIOHHOCTb MOJUTIOB
CUMIITOMATUKU, JIET K MaJUrHU3AUu
14—16 Bricokas
3-5 Huskas
7—10 Huskag
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Mpo6aHabl
117 ven.

XKnBble POACTBEHHUKN Bcero poacTBEHHUKOB YmepLine poacTBEHHUKN
1449 (86%) 1683 (100%) 234 (14%)
Mmetowme He nmetowme Or paka XKT OT paka apyroi
Xanobbl xanob Ha doHe CATK o p?gz 2SI nokanusauun
229 1220 104 28

O6cnepnoBaHHble He o6cnegoBaHHbIe O6cnepnoBaHHbIe He o6cnenoBaHHbIe

70 159 48 1172
CATK yctaHoBneH Monunos HeT CATK ycTtaHoBneH Monunos HeT

55 15 6 42

A \

\ \

OnepupoBaHHble MN/3 nnn pguHammnyeckoe
39 HabnoaeHne
16

OnepupoBaHHble /3 nnn anHamunyeckoe
2 HabnioaeHve
4

Puc. 1. Cxema noctpoenusa Perucrpa cemeiHoro apeHomaTtosa B 'HL] korommpokToAorun

M3 nmeronux >kaao6bl ObLIM BbI3BaHbI U 06CIIe-
noBabl 70 UYesOBEK, U3 KOTOPBIX Y 55 BbISIBJIEH
aJIeHOMaTo3 TOJICTOH KUIIKH, y 15 mosumbl OTCyT-
cTBOBaJN. XUPYPTUYECKOE JIEUeHUE OCYIIECTBJIEHO Y
39 manmenTtos artoit rpynibl, 16 GOJLHBIM BBITIOJIHS-
ercsa andockonuuecxkas noaundakmomus (n/s) moo
MpOBOUTCS AuHamMudeckoe HaOmojneHne. He oOcie-
JOBAHHBIMU OCTAJINCHh 159 wesioBex.

Cpenu He umeromux kano6 1220 poaCcTBEHHUKOB
IPYIIbl PUCKA BbI3BaHbI M 06cje0BaHbl 48: y 42
MOJIUTIBI OTCYTCTBOBaJIM, y 6 JIMAarHOCTHPOBAH ajie-
HOMaTo3. 3 3TUX NaIllMEeHTOB JIBOE ONEPHPOBAHDI,
4 GOJbHBIM  BBIINOJHAIACH HHAOCKONMYECKass 11/9,
1172 ocratorca Heo6CIeJOBAaHHBIMU.

Takum o6pasom, u3 118 aKTUBHO BbBI3BAaHHBIX
POJICTBEHHUKOB 3a00JieBaHNe JUATHOCTUPOBAHO Y
61 (52%), a y 57 (48%) ma MoMeHT o6cC/IeIOBAHUS
TOJIUTIBI OTCYTCTBOBAJIH.

Pesyabrater o6cienoBanust n jederns 117 mpo-
6aHJIOB, COCTABUBIINX KOHTPOJBHYIO rpymmy, u 61
AKTUBHO BBI3BAHHOTO POJICTBEHHUKA C JMATHOCTHU-
POBAHHBIM a/IEHOMATO30M, PACCMATPUBAEMbBIX KakK
OCHOBHAasl TPyINIa, MO3BOJUJIN HAM IPOBECTU OIl€H-
Ky addextuBHOCTH co3/aHus Perucrpa G60JbHBIX
ceMeifHbIM ajJieHoMaro3oM. [Ipu aToM B ABYX Tpynmnax
MAIMEHTOB HA MOMEHT YCTAaHOBJIEHUS JIMArHO3a U3Y-
YeHBI CJIEIYIONINE TIOKA3ATEH:

— pacnpejiesieHne GOJIbHBIX 10 TIOJTy U BO3PACTY;

— JJIUTEJBHOCTh  KJWHUYECKUX  MPOSIBJAECHUI
ceMelTHOTO aJIeHOMaTo3a /10 MOMEHTA yCTaHOBJIEHUS
JMarHo3a;

— XapakTep TOPAKEeHHs MOJUIAMU Pa3JTHUYHbBIX
OT/ZIEJIOB TOJICTOH KUIIKH;

— YacToTa Pa3BUTUS PaKa TOJCTON KUIIKH;

— CPaBHUTEJbHOE YHUCJIO BBIHYXK/IEHHBIX Ollepa-
1uii ¢ GOPMUPOBAHUEM MOCTOSIHHON UJIEOCTOMBI.

Opnako Hanaumume Perucrpa MO3BOJISET JIUITh
KOHCTAaTHPOBAaTh Pa3BUTHE WM OTCYTCTBUE MOJUIIOB
B TOJICTOH KUIITKE TIPU HIOCKOMUUECKOM WCCJIe/I0Ba-
HUM, HO He JaeT BO3MOKHOCTU MUCKJIIOUUTH U3 JaJib-
Heliniero HaGJIOIeHUsT POJICTBEHHUKOB GOJIbHBIX, He
YHACJE/0BABIINX 3a0oJieBaHUe, W, CJeJ0BATENbHO,
SIBJISIONIUXCS 3/I0POBBIMU JIIOJBMH.

Bot nouemy, Hapsy ¢ MHCTPYMEHTATbHBIM 06CJIe-
JIOBAaHUEM Y TIAIlMEHTOB, BKJIOYEHHBIX B Peructp,
HeoOXO0/IUMO TIPOBOJIUTH T'eHETUYECKOe TeCTHPOBa-
HUe, T03BOJIsIolIee HeMelleHHO 1 depeHInpoBaTh
Hocureseil u HeHocuteseil myrauuu B APC rene u
JMATHOCTUPOBATh aJ€HOMAaTo3 [0 BO3HUKHOBEHWS
IIOJIUIIOB B TOJICTOM KUIIKE, a TaKyKe UCKJIIYUTH U3
JIAJTbHENTIIeT0 MOHUTOPHMHTA JIIO/Iei, He YHACJel0BaB-
X 3TO 3ab0jeBaHue.

lenernueckoe wuccaemoBannme TmposegeHo y 112
MaIMEeHTOB B Bo3pacte oT 12 10 72 jieT, BKIIOUYEHHBIX
B cucreMy Haiero Perucrpa.

O6cnenoBanne 60JbHBIX OCYIIECTBIISIOCH HA 6a3e
1-ro xupypruueckoro otaenenusa 'HII xosompoxro-
gorun M3 P® u B Menuko-reHeTHYeCKOM HAYYHOM
nentpe PAMH.

IIpoBoauicss aKTUBHBIN BbBI30B, ONPOC U aHKe-
THPOBaHUE POACTBEHHUKOB OOJIbHBIX C 3aBeOMO
YCTAaHOBJIEHHBIM AWarHo3oM. lIpm sTtoM wuayuvasuch
JKamo6bl, UCTOPUS JKU3HU U aHAMHE3 pa3BUTHsI 3200-
geBanus. IlpoBomunoch ¢uaukaabHOE 06CTe0BA-
HUe, M3yYaanuch OMOXMMUYECKUE MOKA3aTeJU KPOBH,
BBITIOJIHAJIOCh TIAJbIIEBOE HUCCJEOBAHUE TIPSAMOI
kumiku. Ilociennee B 06s13aTeTbHOM TOPSIIKE JOTOJI-
HSJIOCh PEHTTEHOJIOTUYECKUM M JHJOCKONUYECKUM
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Tabauua 2
PacnpepereHe maneHTOB OCHOBHOU I'PYIIIEL ITO
IIOAY U BO3PACTy Ha MOMEHT YCTAaHOBACHUS
AMArHo3a, adbc. 9ucro (%)

Tabauua 4

IIposBaeHMa ceMeMHOro apAeHOMaTO3a A0 MOMEH-

Ta YCTAHOBAEHUS AUATrHO3a B UCCAEAYEMBIX I'DYII-
nax OOABHBIX, a0C. 9uCAO (%)

Bospacrt, mer | Myskunns! | sKeHIIIHBL Bcero
0-9 3 (4,9) 3 (4,9 6 (9,8)
10—14 8 (13,1) 4 (6,6) 12 (19,7)
15—-19 14 (22,9) | 10 (16,4) | 24 (39,3)
20—-24 7 (11,5) 5(8,2) 12 (19,7)
25—-29 2 (3,3) 2 (3,3) 4 (6,6)
30—-34 1(1,6) 2 (3,3) 3(4,9)
35—-39 = = =
40—44 — - —
45—49 — — —
50 u crapmie — — —
Uroro ... 35 (57,3) | 26 (42,7) | 61 (100,0)
Tabauua 3

PacnipepenreHmre OOABHBIX KOHTPOABHOM I'PYIIIIE
(mpo6aHAOB) 1O MOAY ¥ BO3PACTy Ha MOMEHT
YCTAHOBAEHUS AMATHO3a, abC. YUCAO (%)

Bospacr, ser | My>kuunbl | sKeHIITMHDBI Bcero
0-9 — 2 (1,8) 2 (1,8)
10—14 1 (0,9) 1 €0,9) 2 (1,8)
15—19 4 (3,4) 8 (6,7) 12 (10,1)
20—24 14 (11,9) | 14 (11,9) | 28 (23,8)
25-29 11 (9,4) | 16 (13,7) | 27 (23,1)
30—34 11 (9,4) | 13 (11,0) | 24 (20,4)
35—39 5 (4,3) 5 (4,3) 10 (8,6)
40—44 3(2,5) 2 (1,8) 5 (4,3)
45—49 1 (0,9) 1(0,9) 2 (1,8)
50 u crapure 5 (4,3) — 5 (4,3)
Uroro ... 55 (47,0) | 62 (53,0) | 117 (100,0)

UCCJIeIOBAHNEM, TIO3BOJIAIONINM OIIEHUTh XapakTep
MOPKEHMST KUIIKY MOJUTIAMI 1 TMOJYYUTb MaTepuas
JIJIST TUCTOJIOTMYECKOrO aHaIMl3a.

JI1s BBIICHEHUSI IOTEHIIMAJbHBIX BO3MOKHOCTEN
TeHeTMYeCKUX UCCAeJOBAaHUN B paHHEN AMArHOCTUKE
3a60J1eBaHus, a TAaKXKe YTOUHEHUs TIPUHIMIIOB MOHU-
TOpUHTA 3a OOJbHBIMH CEMEHHBIM aJIeHOMATO30M
MIPOBO/INJIOCHh TEHETHYECKOE TECTUPOBaHME 0GPA3IOB
KPOBM METO/IOM 3JIeKTPOOPETUYECKOI MUTPAIUN
¢parmentoB 3nopoBoit 1 MyrtanTHoit [[HK — SSCA
¢ nocyeayomuM asromarndyeckuM JHK-cuksenupo-
BaHueM, obagatomuM 90% T0CTOBEPHOCTHIO.

PesyabTaTsl nccarepoBaHUA
1 UX OOCYy’KAEHUEe

OCHOBHYIO TPYIIy MallMEHTOB, aKTUBHO MPUBJIE-
YeHHBIX K o6ciaenoBanuio, cocrasuan 35 (57,3%)

Kommuectso
Cpok MalMEHTOB B IPYIIIAX

KOHTPOJIbHAs OCHOBHasI
JKano6 He 6bL10 — 29 (47,5)
o 1 roga 26 (22,2) 23 (37,8)
Ot 1 5o 2 ner 34 (29,1) 6 (9,8)
Ot 2 10 5 jer 28 (23,9) 3 (4,9)
Ot 5 10 10 Jer 15 (12,8) —
Boxee 10 ner 14 (12,0) —
Bceero ... 117 (100,0) 61 (100,0)

myskurH u 26 (42,7%) sKeHlMH B Bopacrte oT 6 Jier
no 31 roga, xKoHTposmbHyO — 55 (47%) Mys>KUMH M
62 (53%) xeHmmHbl B Bo3pacte oT 9 gm0 72 JeT.
Pacnpenenenie nanueHTOB OCHOBHOW TPyHIbI IO
MOJIy ¥ BO3PACTY HA MOMEHT YCTAHOBJIEHUS TUATHO32
1oKa3aHo B tabi. 2.

[Ipn aKTUBHOM BBI30BE POJCTBEHHUKOB IIPO-
6aHIOB, HaWOOJbIEe YUCIO OOJBHBIX HA MOMEHT
YCTAHOBJIEHUSI IMATHO3a HAaXOJUJINCh B BO3pacre OT
10 mo 24 ner — 78,7%. Cpegnuil Bo3pacT cOCTaBUI
17,8 roma. BonpHbIx crapuie 35 JieT B 9TOH Tpyliie
He ObLIO.

Pacnipenenenre mpo6aHIOB MO MOy U BO3PACTY
Ha MOMEHT YCTAaHOBJIEHWS [MArHO3a TPECTABJIEHO B
tabs. 3.

IIpn camocTosITEIBHOM OOpallleHnd K Bpadam
Ham6oJsblllee YUCTO0 OOJHHBIX HA MOMEHT YCTaHOB-
JIEHUST MarHo3a HaXOJWJINCh B 6oJiee CTapiieM BO3-
pacre (or 20 g0 39 sner) — 75,9%. Cpeauuii Bospact
MAIUEeHTOB 3TON Tpynnbl coctaBua 29,9 roja.

[lns ornierku posm Permctpa B coKpallleHun cpo-
KOB MEK/y TIOSIBI€HHEM TEPBbIX JKAI00 U yCTaHOB-
JIEHWEM JIMarHo3a MPOBEJEH CPaBHUTEIbHBIN aHATIHU3
aTOrO Mepuoja y npobanos (KOHTPOJIbHAS TPyTIa)
W Y aKTHBHO BBI3BAHHBIX [JISI OOCJEIOBAHUS WX
poacteeHHnKOB (0CHOBHas rpymnma) — tabu. 4.

[Ipu camocrositesbHoM o6pamennn y 29 (24,8%)
60JbHBIX TIpOMITIO OT S A0 10 m Gosee seT MeKIy
HAaYaIoOM KJINHUYECKUX TMPOSBIEHNN 3a60/eBaHUsS 1
YCTaHOBJIEHNEM MPABUJIBHOTO JAMATHO3A.

[Ipn akTHBHOM BBI30BE POJCTBEHHUKOB TPOGAH-
JIOB Ha oOcCJje/loBaHUe TIOJIOBUHA M3 HUX HA MOMEHT
YCTAHOBJIEHUSI [IHATHO3a KaJ00 He TPEADbIBISIA,
a JMarfHo3 aJieHoMaro3a ObLT TIOCTABJIE€H HA JOKJIU-
HUYecKo#l crtaguu. bosiee Tperm mnanueHToB — 23
(37,8%) — mMenn xamo6bl Ha MPOTsKeHMH 1 roja.
V' 9 (14,7%) venosek xaao0bl 10 yCTAHOBJEHUS JIHa-
rHO3a OTMEYaJINCh B TeYeHre OT 2 70 S5 JieT. BoJibHbIX
¢ kajobaMu Ha TPOTSKEHNH 5 U 6oJiee JIeT B OTJIHU-
Yie OT TEePBOU TPYMIbI He ObLIO.

Takum o6Gpazom, Hanmuume Perucrpa TO3BOJIIO
3HAUWTETHbHO YMEHBIIUTD YHCAO0 OGOJBHBIX, JIJIN-
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Tabauua 5

MHTEeHCUBHOCTD ITOPa’keHUs TOAUTIAaMHU TOACTOM KUIIIKY B TPYIIIe TPOOAHAOB U UX POACTBEHHUKOB
Ha MOMEHT YCTaHOBAEHHE AMArHO03a, adc. YucA0 (%)

AKTUBHO BbI3BaHHbBIE
VIHTEeHCHBHOCTD MOPayKEHU KUIIKK II0JHIaMK [TpoGan b
POACTBEHHUKH

ToraabHOe 85 (72,7) 3 (5,0)

CBo6OIHbIE OT IOJIMIIOB OAMH WM HECKOJbKO OT/EI0B 32 (27,3) 34 (55,7)
EQVHWYHbIE TTOJTHUIIBI - 24 (39,3)
Bcero o6ciie/loBaHHBIX ... 117 (100,0) 61 (100,0)

Tabauua 6

YacToTa pa3BUTHS paKa TOACTOM KUIIIKM Ha MOMEHT YCTaHOBAEHUS AMArHO3a B IPyIIe IpoOaHAOB
U aKTUBHO IIPUBACUEHHBIX K OOCAEAOBAHUIO YAEHOB UX ceMel, abc. uucAo (%)

XapakTep 3JI0KaueCTBEHHOTO Ipoliecca ITpoGamap AKT};?;%}?;;?/?KHHHHE
CosmTapHbIii pak 46 (39,3) 3 (4,9)
[lepBUYHO-MHOKECTBEHHBIN paK 5 (4,3) —
TeHepanm3anys 3J0KaYeCTBEHHOTO TIPOIIEcca 3(2,6) —

Bcero o6ciie/J0BaHHDBIX ... 117 (100,0) 61 (100,0)
Tabauua 7

XapakTep AeueOHBIX MEPOIPUSATHN Ha MOMEHT YCTAHOBAEHUS AMarHO3a B TPYIIIe MPOOaHAOB U aKTHB-
HO TPUBAEUYEHHBIX K 00CAEAOBAHUIO POACTBEHHUKOB, a0C. YUCAO (%)

XapakTrep JiedeOHbIX MEPOIPHUITHI ITpoGamp AKgdsiziei;?&lHﬂHme
DopMHUpOBaHKE POTUBOECTECTBEHHOTO 3a/HETO MIPOXO0/a 35 (29,9) 2 (3,3)
Onepanyuu ¢ COXpaHEHHEM €CTeCTBEHHOTO I1accaka 65 (55,6) 26 (42,7)
TonmmaKTOMMS 17 (14,5) 22 (36,0)
JluHaMuueckoe Ha6IoeHue — 11 (18,0)
Bcero o6ciej0BaHHbBIX ... 117 (100,0) 61 (100,0)

TEJTbHO HE TMOJYYAIOINX CHEUAJbHOTO JI€UeHUsT,
HECMOTPSI Ha HaJN4Ke XapaKTePHOro [Jis CeMEeHOro
aJieHoMaTo3a CUMIITOMOKOMILIEKCA.

XapakTep MOpasKeHuUsI MOJIMIaMU Pa3JINIHbIX OT/Ie-
JIOB TOJICTOM KUIIKH B TPYIIE CAMOCTOSITEbHO 00pa-
TUBIIMXCS U AaKTUBHO TIPUBJIEYEHHBIX K 00CIE0BAHUIO
POJICTBEHHUKOB TpejicTaBjieHn B Tabs. 5. OueBuHO,
YTO PaHHSST AMATHOCTHKA CEMENHOTO aJieHOMAarTo3a, 10
JAHHBIM KOJIOHOCKOIIMM, II03BOJIMJIA CHU3UTH YHUCJIO
GOJIBHBIX € TOTATBHBIM U CyOTOTAJILHBIM MOpPaKeHNEM
TOJICTOI KMIIKYU noJjmnaMu ¢ 72,2 no 5,0%.

Cospmanne Peructpa ¢ akTUBHBIM IPHUBJIEYEHUEM
POJICTBEHHUKOB K OOGCJIE€JOBAHUIO CITIOCOGCTBOBAJIO
PEIIEHNIO0 OJHOW M3 BayKHEHIINX 3aJad JedeHUs
CEeMETHOTo aJIeHOMaTo3a — YMEHBIEHUIO Yucia 60JIb-
HBIX C Pa3BUBIIMMCS Ha MOMEHT YCTAHOBJIEHUS [[Ua-
THO32 PaKOM TOJICTOW KUIKU U BBIPAKEHHBIMU HAPY-
MIeHnsIMU ToMeocTasa ¢ 43,6 10 4,9% (taba. 6).

Baaromapss akTWBHOMY BBI30BY POJICTBEHHUKOB
npoGaHIOB, BHECEHHBIX B Perucrp, yMeHbIIUIOCH
YHCI0 «BBIHYK/IEHHBIX» Omepaiuii ¢ (GopMupoBaHu-
eM TIPOTUBOECTEeCTBEHHOTO 33JiHero mpoxona ¢ 29,9
10 3,3%, YBEJUYWIIOCHh YHMCJI0 COUHKTEPOCOXPAHS-

IOIUX omepanuil y 60JbHBIX C OTCYTCTBHEM pakKa U
MeTa0oJIMYeCKUX HapyllleH!ii, a B psje ciaydaeB [103-
BOJINJIO OTPAHUYMTHCS SHIOCKONMUYECKON 11/3 Jm6o
IUHAMUYecKuM HabuogenreM y 36 u 18% maimenToB
coorserctBenno (Taba. 7).

Opnako, Kak y:Xe ObLIO OTMeUeHO, paboTa MO
mporpamMMe Perucrpa TO3BOJISET JUITHL KOHCTATHPO-
BaTh Pa3BUTHE WJU OTCYTCTBHUE TIOJHIIOB B TOJICTOM
KUIITKe TTPU 9HJOCKOMUYECKOM HMCCAeIOBAaHIM, HO He
obecrevyrnBaeT BO3MOXKHOCTb HCKJIOUEHUS W3 IaJIb-
Heliero HabMIOEeHNs 3/J0POBbIX POJCTBEHHUKOB.

OtBeTbl Ha 3TH BOIPOCHl JAaeT MOJIEKYJSIPHO-
reHeTuvyeckoe oO6cyefoBaHie GOJBHBIX CEMEITHBIM
a/IeHOMaTO30M ¥ UX POJCTBEHHMKOB, I103BOJIAIONIEE
HeMe/IeHHO g depeHInpoBaTh «HOCUTEEH» U «He
Hocuresieii» myTaiuun B APC rene, nuarHocTHpoBaTh
3a60JIeBaHue JIO BOBHUKHOBEHUS TIOJIUIIOB B TOJICTOI
KUIITKe, WCKJIOYUTh U3 JAAJbHEHIET0 MOHUTOPHHTA
Jo/iell, He yHACJelI0BaBIINX TeH aJleHOMAaTo3a.

Basupyscr ma nmanmbix Permcrpa, renermueckoe
TecTUpoBaHue TpoBesneHo y 112 dyesoBek, mpu sToM
80 m3 Hux ObLTM mpoGaHgaMu, 32 — UX KPOBHBIMU
po/IcTBEHHUKaMK 6e3 KIMHUYEeCKUX TIPOsiBIeHn 3260-
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112 o6cnenoBaHHbIX
80 npobaHaoB (24-61r.) + 32 call-up (12-54r.)

69 (61,6%) yenosek
MyTaums ecTb

T

/\

43 (38,4%) yenosek
MyTauum HeT

T

51 npob6aHg, | 18 call-up | 29 npobaHaos | 14 poaCTBEHHMKOB
16 yenosek 2 yenoseka 7 Yenosek 7 4enosek
NoNvnbl eCTb NONWNoB HeT npo6aHabl umetoT npo6aHabl He MeLoT
MyTaumio MyTaummn
3popoBbie 3 yenoseka 4 yenoBseka
WHOVBUOYYMbI nonmnoB HET nonunbl eCTb

Puc. 2. Pe3yabTaThl reHETUUECKOTO TeCTUPOBaHu4 ceMel 60AbHBIX CATK

JgeBanusi. Pe3ysbrarel npezactaBiensl Ha puc. 2. [lpn
aToM Myraimu GbLin BbisiBieHbl y 69 (61,6%) oGcie-
JOBaHHBIX, a y 43 (38,4%) OHM OTCYTCTBOBAJIM.

Cpenu 69 manuentoB ¢ myranusamu 6but 51 1po-
6aun u 18 poacrBeHHnKoB. Hammume MyTtaiuu siBu-
JIOCH TIOBOJIOM JIJIST TIPOBEJIEHUsI KOJOHOCKOIUH, TPH
KoTOpoil y 16 desoBeK OOHAPY’KEHBI TOJIHIIbI, a y 2
MAIMeHTOB B Bo3pacre 70 15 JieT OHU OTCYTCTBOBA-
Jgu. B cBsA3W ¢ Hanmu4MeM MyTallMM 3TH 2 HallMeHTa
BKJTIOYEHBI B CHCTEMY JaJbHEHINEro MOHUTOPWHTA W
B MOCJIEAYIONIEM V¥ HUX OTMEYEHO PA3BUTHE MOJUIOB
B TOJICTOU KHIIIKE.

Cpenn 43 manumeHTOB € OTCYTCTBHEM MyTanuu 29
aBJAIUCH npobGanjamu, 14 — uUX POJACTBEHHUKAMU.
lenetndeckoe TecTpoBaHUe MOKA3aJ0, YTO 7 aKTUB-
HO BbI3BAHHBIX POJICTBEHHUKOB He YHACJe[0BaIN
MyTaIiio, uUMeBInytocss y mpobanaoB. Ilo 3akoHam
TeHeTUKN OHW OTHECEHBbI K TPYIINEe 3/[0POBBIX JI0/1el
u ObLIM MCKJIOYEHBbI U3 JaJbHEHIIero MOHUTOPHUHTA.
[lpyrue 7 POJCTBEHHUKOB C OTCYTCTBHEM MYTAIUH
SIBIJINCH TIOTOMKAMHU TPo6aHI0B 6e3 Myramuu. Y 4
M3 HUX BBISBJIEHBI TTOJUIIBI, ¥ 3 OHU OTCYTCTBOBAJIN.
Bce aTu 601bHBIE COCTABJISIOT TPYTITY PUCKA U JTOJIK-
HBI OBITh BKJIIOYEHBI B CUCTEMY MOHUTOPHUHTA.

CiemoBaTebHO, TreHeTHYecKoe o0cjaeoBanne
ceMell Ja7lo BO3MOXKHOCTb UCKJIIOUUTD 3a00JI€BAaHUS Y
7 (22%) u3 32 aKTMBHO BBI3BAHHBIX POACTBEHHUKOB,
TOT/JIa KaK HajJu4yue TOJbKO Perucrpa He Mo3BOJISIO
cusaTh uX ¢ ydera, a 'y 18 (56%) 3aGoneBanne BbIsB-
JIEHO Ha OKJIMHUYECKOI CTaJuiu.

Cocrassiena rpymnmna pucka u3 7 udesoBek APC-
HEeraTUBHBIX CeMeli, BKJIOYEHHBIX B JaJbHEHIINi
MOHHMTOPWHT.

3aKAIOUeHUe

AKTWBHBII BBI3OB C TOCHEAYIONUM 00CTIeI0BA-
HUEM POJICTBEHHWKOB TPOOAH/OB, BKJIIOUEHHBIX B
Perucrtp, 1mo3Bosua CHU3UTL BO3pacT GOJbHBIX Ha

MOMEHT yCTaHOBJieHUs1 auarHo3a ¢ 30 jer B KOHT-
posbHOU rpymnie Jo 18 jseT B 0OCHOBHON rpyiiie.

Cosnanue Perucrpa ceMeitHOTO ajieHOMaTo3a TOJ-
CTOW KWIITKK C aKTUBHBIM NPUBJIEYEHNEM K 00CJIE/10-
BAHUIO POJACTBEHHUKOB MTPOGAH/OB CIIOCOOCTBOBAIO
YMEHDIIEHWIO YKCJa TAIMEHTOB C Pa3BUBIIMMCS
PAKOM TOJICTOI KHUIIKU U MeTaGoIMYeCKUMU Hapyliie-
HUSMU Ha MOMEHT YCTaHOBJIEHMS [uartosa ¢ 43,6 1o
4,9%. Ilpu 9TOM TIEPUO MEKITY TOSIBJEHUEM TEPBBIX
JKaJo6 W YCTAaHOBJEHWEM JMarHo3a aJeHOMaro3a y
MOJIABJISIONIET0 YUCIa GOTHHBIX yMeHbITHIcS ¢ 53—10
no 1—2 xer.

Hammuue Perncrpa mo3BOMIO YMEHBITUTD YNCJIO
MAIUEHTOB C TOTAJTBHBIM TIOPASKEHUEM TOJICTOH KUIIKN
nojunamMu ¢ 72,2% B KOHTPOJIbHOU Ipyiine a0 5% B
OCHOBHOI rpymre.

Opnnaxko pa6ota 1o nmporpamMmme Perucrpa mnosBoJis-
€T JIUIb KOHCTaTHPOBATL PAa3BUTHE UJIM OTCYTCTBUE
MOJIUIIOB B TOJICTOI KUINKE MPU HIOCKOINYECKOM
HCCIeOBAHNN, HO He JaeT BO3MOKHOCTH MCKJIOUYNTH
U3 JaJibHENIero Habio/IeHnsl POJACTBEHHUKOB 00JIb-
HBIX, He YHACJEJ0BaBIINX 3a00JeBaHNe, W, CJIeI0Ba-
TEJTbHO, SIBJISTIONUXCS 3[OPOBBIME JIIOJIbMU.

Bnaromaps remetmdeckoMy TeCTHPOBAHUIO GOJIb-
HBIX U WX POJICTBEHHUKOB, BKJIOYEHHBIX B Perucrp,
VIAJ0Ch YCTAHOBUTD OTCYTCTBHE 3a00J€BaHUSA y 7 W3
32 aKTUBHO BBI3BAHHBIX YJIEHOB ceMell TPO6AH/IOB,
TOrJIa KaK HaJM4Ke TOJIbKO Permcrpa He MO3BOJISIO
CHATH UX C yueTa.

Y 16 4esoBeK TPU OTCYTCTBUM KaJ00 HaIUune
MYTaIlUU TMOCJIYKUJIO HACTOSTENbHBIM TIOBOJOM JIJIst
MPOBEIEHUsT KOJIOHOCKOIIMH, IIPH KOTOPOil ObLIN
O0GHAPY3KEHBI TIOJIUIIBI B TOJCTOI KuIiKe. /[Ba venoBe-
ka, 10 m 12 ser, HeCMOTPSI HA OTCYTCTBHE MOJIUIIOB B
MOMEHT TIEPBHYHOTO OCMOTpPA, MPU3HAHBI OOJbHBIMU
a/IeHOMATO30M, YTO TIOATBEPAUJIOCH IPHU JlaJIbHE-
meM Habaogennn. TakuMm o6pas3oM, u3 32 aKTUBHO
o6cneosannbix y 18 (56%) 3a6oseBaHue BBIABICHO
Ha JOKJINHUYECKON CTanMu.
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lenernyeckoe wuccieqoBaHue 1MO3BOJIUIO chOp-
MUPOBaTh TPyNIy M3 7 YeJOBEK, He WMENUX HU
MyTalli, HHU POJCTBEHHUKOB C MYyTalMsIMU, U3
KOTOPBIX y 4 MMENNCh TOJCTOKUIIEYHbIE TIOJHUIIBI, a
y 3 OHM OTCyTCTBOBasM. TeM He MeHee TIOCJe/HNE
He ObLIM MCKJIIOYEHbI U3 JAJIbHENIIIEr0 MOHUTOPUHTA
KaK JINIa, COCTABJISIONINE TPYIITY PUCKA, ¥ KOTOPBIX,
BO3MOJKHO, TpHYMHA 3a00/I€BaHUST 3aKII0YAETCS B
reHeTnyeckoil moJsiomke BHe reHa APC.
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