review

ANOOY3HbIA CEMEMHDBIA NONUNO3 Y AETEN

CnumHaga M.B.
OrAQY BO Mepsblit MTMY nm. .M. Ceyenosa MuH3gpasa Poccum (Mocksa, Poccns)

DIFFUSE FAMILY POLYPOSIS IN CHILDREN

Sichinava I.V.
First MSMU n.a. I.M. Sechenov (Moscow, Russia)

Ona untmposanua: CuuynHaga W.B. inddy3Hblii cemeiiHbin NoANNO3 y AeTell. JKCNepuMeHTanbHaa 1 KNMHUYeCKan racTposHTeponorna 2018;149(1): 61-67.

For citation: Sichinava IV. Diffuse family polyposis in children. Experimental and Clinical Gastroenterology. 2018;149(1): 61-67.

Pesome

lpoBefeH aHanM3 CoBpemMeHHbIX NPeACTaBAeHUI 06 0COOEHHOCTAX STUONATOreHe3a, AUArHOCTHKM W nederuna Anddys-
HOrO CcemeHoro nonnno3sa. Anddy3Holil cemenHbli NOAMMNO3 MK CUCTEMHBIA ajeHoMaTo3HbIA nonrnno3 (CAI) oTHocKTCA

K reHeTruecKy 0ByCNIOBNEHHBIM MY/IBTVIOMYXONEBbIM CUHAPOMAM, KOTOpble NPeACTaBAAIT COOOW OTAENbHYIO rpynmy
3ab0neBaHNii, XapakTepu3yoLWKXCA NONMMNAMU B 3KeyA0UYHO-KULLEYHOM TPAKTe 1 PAcCMaTPHBAIOTCA Kak NOTEHUMANbHO
310KaueCTBeHHbIN MHOTOGOKYCHBI Npouecc. OnuncaHbl Hanbonee yacTble KAMHUYECKMe NPOABAEHUA NaTONOMMN U METOZI
ee INarHoCTMKN, OXapaKTepu30BaHbl 0COHEHHOCTU NPOBEIEHNA MOHUTOPVHTa AaHHOW KaTeropum naumeHToB. PaccmoTpe-
Hbl MeToabl neyeHna CAT, npy 3TOM UTO BCe 0OHAPYKEHHbIE KONOPEeKTanbHble NoAWMbI CneayeT yaanaTtb. MeTonom Bbibopa
NPV 3TOM ABNAETCA 3HAOCKONMYECKasA NOAMMNIKTOMISA, MPU MX PACMONOXKEHN He Bbille 5—7 CM OT Kpas aHyca — TpaHca-
HanbHasA pe3eKkums. YkazaHa HeobXoaMMOCTb MPOBEAEHNS PAHHE AMArHOCTUKIA U IeUeHS JaHHOW KaTeropui naLyeHTos,
NPV 3TOM CMeLnanicTbl JOMKHBI ObITb MHHOPMUPOBAHBI O BHEKMLLIEYHBIX JOOPOKAYECTBEHHBIX 11 3/10KaUeCTBEHHbIX NMPO-
asneHmax CAI n accoumaumax Mexay Hummn. OTMEUYEHO, YUTO CBOEBPEMEHHO YCTAHOBIIEHHbI AMArHO3 HACNeACTBEHHOTO
cnmHapoma y naumeHTos ¢ CAl ¢ BBICOKMM PUCKOM HEOMasnK, a Takke NpoBefieHne AMHAMUYECKOro HabMoaeHNA 3a HUMK,
NOMOraeT Pacno3HaTb HajMyMe 310KaYECTBEHHOM OMyX0Nu 1 0becneUunBaeT BOIMOXHOCTb WAAALLErO NeYEHNA HA PAHHIX
3Tanax 6onesHu.

KntoueBble cnosa: Anddy3Hblil ceMeliHbli NoNm1no3, afeHoMaTo3HbIi NONUMN03, KONOPEKTasbHbIA PaK, KONOHOCKONKA,
Ay TOCOMHO-AOMVHAHTHbI TUN HaC1eA0BaHNA

Summary

It was performed the analysis of modern ideas about the features of etiopathogenesis, diagnosis and treatment of diffuse
family polyposis. Diffuse family polyposis or familial adenomatous polyposis (FAP) refers to genetically conditioned multi-tu-
mor syndromes, which represent a separate group of diseases characterized by polyps in the gastrointestinal tract and are
considered as potentially malignant multifocal process. The most frequent clinical manifestations of pathology and methods
of its diagnostics are described, features of monitoring of this category of patients are characterized. The methods of treat-
ment of FAP are considered, while all the revealed colloctal polyps should be removed. The method of choice in this case is
endoscopic polypectomy, with their location no more than 5-7 cm from the edge of the anus — transansal resection. The
need for early diagnosis and treatment of this category of patients is indicated, while specialists should be informed about
extraintestinal benign and malignant manifestations of FAP and associations between them. It was noted that a timely
diagnosis of hereditary syndrome in patients with high-risk FAP, as well as dynamic monitoring of them, helps to recognize
the presence of a malignant tumor and provides the possibility of sparing treatment in the early stages of the disease.

Key words: diffuse family polyposis, adenomatous polyposis, colorectal cancer, colonoscopy, autosomal dominant type
of inheritance
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BeBepeHue

IO dysHbIil ceMeitHbII IONMNII03 VTN CUCTEMHBIN
amernomMatosHublit monno3 (CAIT) oTHOCUTCS K reHe-
TUYECKM 00YCIOB/IEHHBIM MY/IbTHOIIYXO/IEBbIM CYH-
IpOMaM, KOTOpbIe IPECTABIAI0T COO0IL OTENIbHYIO
rpynny 3aboneBaHMil, XapaKTePU3YIOUIMXCS MOMN-
mamu B xenypouHo-kuitedHoM tpakre OKKT). Inst
9TUX 60JIe3Hel XapaKTepeH BBICOKMIT PUCK Pa3BUTHA
paxa, B YaCTHOCTM, BHEKMIIEYHO ToKann3auuu [1-3].

CAII aBnseTca ayTOCOMHO-JOMMHAHTHBIM 3aborte-
BaHMEM XapaKTepU3yIINMcs 06pa3oBaHMeM COTEH
U THICAYM aJleHOM B TOJICTOI ¥ IpPAMOI KUIIKe, He-
PenKo U B TOHKOI KuIlKe 1 xenypke [4]. IIpu rucro-
JIOTM9€CKOM JICCTIEJOBaHMMU BBIABIIsAETCA 6ObIIOE
KO/IMYeCTBO TYOY/IAPHBIX U TYOY/IAPHO-BOPCUHYATBIX
ameHowm B Toncroit kuuike (TK), ¢ MukpoageHomamu
mexxgy Humu. Hacnencrsennsiit xapaktep CAII nop-
TBEP>X/IeH pe3y/NbTaTaMy reHeaTorM4ecKuX uccuie-
moBaHUIt. Ecnu cemertHbIt XapakTep 3ab0/IeBaHMs
He NIPOC/IeXXMBAETCS B aHAMHe3e, IPUHATO TOBOPUTD
0 TOM, YTO MCTVHHBI A Py3HDIIT HOMNIIO3 ABIAETCA
Hac/IeACTBEHHBIM 3a00/IeBaHNeM, KOTOPBII Hac/IeAyeT-
51 IO IPMHIIUITY Ay TOCOMHOM IOMMHAHTBI, IPY 9TOM
CTeIleHb IIEHEHTpALUY TeHa cocTassiet 1o 80 % [3].

Oudoysuenit nonunos TK paccmaTpuBamT Kak
[IOTEHIIMa/IbHO 3/10KaYeCTBEHHDII MHOTO(OKYCHBII
mporiecc [5, 6]. 9Ta maTo0ruA BKIOYAET CIEAYIOLIe
($hopMBI: aleHONAIIIOMAaTO3HbI, KUCTO3HO-TPaHY-
JIMPYIOMWNIi (FOBEHU/IbHBILIT), TUIePIIIaCTUYeCKNIT (MU-
JIMapHBI) M CMeIIaHHbI onmos (2, 7]. B gerckom
BO3pacTe PaKoBOe IpeBpallleHle IOINIIOB IpaKTde-
CKY He HabmofiaeTcs1, O4HaKo 60/Ie3Hb IIPOrpeccupyer,
YTO NPUBOANT K MHBAIUAV3AIINIL.

PanHeil guarHocTuKe ¥ NJIaHVMPOBAHUIO JIEYEHU S
NaHHOJ KaTeropuy MalueHTOB CIO0COOCTBYeT KakK
3HaHMe BHEKMIIEYHBIX JOOPOKaYeCTBEHHBIX U 37I0Ka-
4eCTBEHHBIX IIPOAB/IEHNII M aCCOLMALINIT MeXXY HUMM,
TaK ¥ YCTAaHOBJIEHVE TeHOTUII-(PEeHOTIUII KOppesLnit
y HocuTeneit mytanuii B reie APC. Knuandeckoe
pacrosHaBaHue aTO/IOT MY HEOOXOANMO KaK B CBSI3U
C BBICOKMM PUCKOM MajMTHM3anuy noaunos (o 1%
KOJIOPEKTa/IbHOTO paKa), TaK U BC/IENCTBIE YIPO3bI
pasBuTHs crenuduIecKy acCOLMNPOBAHHBIX BHEKN-
IIEYHBIX HeOIIa3nil, MaHN(PEeCTUPYIOIINX B Pa3HOM
BO3pacTe y JaHoll Kateropuu 6onbHbIX [1]. Kpome
TOTO, KIMHIYEeCKOe TedueHne 3a60eBaHms HEPeRKO
CONPOBOXXAAETCA OCTOXKHEHNAMMI, OACHBIMMA /I
SKM3HM — KPOBOTEUEHUSIMM, MHBATUHALIMEN UK 06-
CTpyKILMelt Kuieynmka [7].

Ilens paboThI — aHA/IN3 COBPEMEHHDIX IPeCTaBIIe-
HUIT 06 0COOEHHOCTAX STUOIATOreHE3A, AMATHOCTUKIA
u nedeHns JudPy3HOTo CeMeTHOTro MONMNII03a.

B Hacrosiiee BpeMst M3BECTHO, YTO 3a60/IEBaHIE NMe-
€T ayTOCOMHO-IOMVMHAHTHBIN TUII HAac/lefOBaHMNs, YacTo-
Ta ero cocrassieT 1 Ha 10000 HOBOPOXK/IEHHBIX [3, 8].

YcTaHOBNIEHO, YTO NpefipacnonoXeHHocTh Kk CAIT
BBI3bIBAETCS TePMUHANbHOI MyTanuei B rene APC
(Adenomatous Polyposis Coli), koTopslit ugeHTNDU-
LMpoBaH Ha xpomocoMe 5q21 B 1991 r. [8, 9]. Ten APC
ABJIAETCA TeHOM-CYTIIPeCCOPOM, COCTOUT U3 15 9K30HOB,
NpY 3TOM 15-11 5K30H 3aHMMAET TPU YETBEPTU KOAMUPY-
IOLIIETO CYKBEHCa). JJaHHBII KOJUpPYyeT IPOTENH C MO-
nexynsapHoit Maccoii 311.8 kDa, ABIAACh Ba>KHENIINM
perynaropom B coctaBe Wnt-curaanbHoro nyrtu. ['en
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APC TakKe ABIAETCA YACTHIO IPOTENHOBOTO KOMIIJIEK-
ca U 3a/IefiCTBOBAH B pery/IALMY poreccos ¢pochopnu-
NMpOBaHMA U Aerpafanuy B-karennHa. APC-nporens
UT'paeT KI0YEBYI0 POIb B afiTe€3MM SMMTETNATbHbIX
KJIETOK IIOCPefICTBOM CBsA3bIBaHUA ¢ E-KafrepuHoM
U MUKPOTPybOOUYKaMu, peryaupyer mponudepariio
KJIETOK KMIIEYHbIX KPUIIT, MUTPAI[UIO 3TUX K/IETOK,
aIOITO3 1 epefiady BHYTPUK/IETOYHOTO curHaa [10].

MyTtauun B reHe APC npepcraBiAoT co6oil mpe-
UMYLIeCTBEHHO TPYJHO BbIAB/IAeMble OOJIbIINE Jiene-
1uu. Yale Bcero repMuHaIbHble MyTal[My BKIIIOYAIOT
BHYTPUTeHHBbIE NHCEPLUWY, [ie/Iel[NM, BbI3bIBAOIINE
CIOBUT paMKV CYMUTBIBAHM A, TOYKOBBIE MYTalUN,
TIpUBOAAIINE K IPeX/[eBPeMEHHOMY OTpaHNYCHWIO
cuHTe3a 6enka ¥ GpYHKIMOHANBbHON MHAKTUBALIUY
APC-nporenna. K HacrosmeMy BpeMeH) U3BECTHO
6omee 900 mopo6ubIX MyTanumii [11].

Y 607mbHBIX €O cTaboBbIpaskeHHOI popmoit CAIT
B psifie C/ly4aeB BbIABIAIOT MyTanuu B renax APC unn
MUTYH, npn 5TOM IPOAYKT MOCTETHETO yIaCTBYeT
B akcuusnoHHoit penapanuu JHK, a 6uannenbHble
MyTallM} Ha JAHHOM Y4YacTKe IPUBOJAT K PasBUTHIO
CATII [12]. ITpu 0OTCYyTCTBUM HACTe[CTBEHHBIX HApy-
LIEHUII B YKa3aHHBIX TeHaX OJHO M3 IIPUYNH CTONUT
paccMaTpuBaIOT GOJBIIYIO [le/Iel IO, IPUBOJ LY IO
K yTpare resa [3, 11].

Muxpockonmyeckue NOMUIbI Y HOCUTENEN STUX
MyTaIuii HEMAEHTUYHDI, UX POCT XapaKTepu3yeTcs
HEOIMTHAKOBOIl CKOPOCTBIO. AHAa/IN3 PaHHUX aZleHOM
(3 mM) y 60onbaBIX CAII € yCTaHOB/IEHHBIMU MYTa-
uusaMu B reie APC cBueTeIbCTBYeT O TOM, YTO [
Ia/IbHEIIEero pasBUTHA OIYX0/IU HeOOXOAMBI JOTION-
HIUTe/IbHbIe COBMECTHBIE BO3/Ie/ICTBIS Pa3HbIX GaKTO-
POB Cpefibl, MORUPUIVPYIOLIUX TeHOB, IPUOOPeTeHI
MyTauuii B psafe Apyrux revos: K-Ras, TP53, nenenun
xpomocoM 18q u 1p, — Bce 9Tu GakTOpHI BAUAIOT Ha
pasnuyHble QYHKIMU T€HOB, IIPUBOMS K YCUICHUIO
XpOMOCOMHOIT HecTabunpHOCTH [11, 13].

OxapakTepr30BaHbI TPAaHNIIBI UHTEPBAJIOB B TeHE
APC npu CAIIL npu 9TOM YyCTaHOBJIEHO, YTO 6ojIee
JIETKO€e TedeHe 3a60/1eBaHms1 0OBACHSETCS COXpaHe-
HUEM 9KCIIPeCCUM a/IbTePHATUBHOTO CIIA/iICTHTOBOTO
TpaHckpunTa reHa APC, He comepykaliero Myrauumu,
IIOCKO/IBbKY B €ro COCTaBe HeT 9k30Ha 9 [14]. Cnepyet
OTMETUTD, YTO T€PMUHA/IbHbIE MyTallMM Y OOTbHBIX
¢ CAII u rematro61acToMoit B 6O/IBIINHCTBE CIydaeB
JIOKaIu3yoTcsa B 5 KomoHa 1230 mnu xopoxe 1061,
aTIpy COYETAaHHOM IOPa>KeHUN y OIHOTO 13 ALIVIeHTOB
c CAII, onyxonpo MO3Ta M paKoM Ie4eHU MyTalus
B reHe APC 3aTparmBaeT TOT >Ke PErVOH, KaK IIpH re-
naro6macrome [15]. ITokazaHo, 94TO PUCK Pa3BUTHSA
paxa muroBupHoi xenessl (PIIDK) y sTux naunentos
006yCTIOB/IeH B 3HAUUTE/IbHOI CTENIeHN T€pPMIHATBbHO
MyTanueit B 5 KoHIe 9k30Ha 15 rena APC, koTopas
CUMUTAETCS «TOpsIYeil TOYKoI» TeHa [16, 17].

Knaccnueckas knmandeckas kaptuHa CAII nog-
pasfensAeTcsA Ha TAXKENYI0, YMEPEHHYIO TAXeTyIo
u cnaboBbIpakeHHYI0 GpopMy 3abomeBanms. Tsxenas
¢dopma 6ome3nu xapaktepusyercs fuddysHbIM M0NN-
TI030M € HaIM4YUeM OT 2 10 5 ThIC. O/INIIOB, X PAHHUM
TIOSIB/IEHIEM, IOPa>KeHVIeM ITPeVMYIIeCTBEHHO IeBOil
nonoBrHbl TK, a Takxe ObICTPOIT ManUTrHU3AL V€N
monumos [12].



Il ymepennoit dopmbl CAII xapaKTepHO Hamudue
coTeH u 6071ee afleHOMaTO3HbIX IIOJINIIOB, TOKa/IN3Y0-
IIMXCA B AUCTaNbHBIX oTAenax TK.

CrnabossipaxeHHas ¢popma CAII (aTTeHynpoBaH-
Hasl) XapaKTepusyeTcs HeOONIbIINM KOTMYECTBOM
(20-100) ameHoM, B GONBIUIMHCTBE CIy4aeB TOKAJIN-
3yloLuxcs B mpasoit mojosuHe TK, nossnsaomuxcs
B 6os1ee mospHeM (cTapiue 15 yeT) Bospacre. ¥ 10 %
HOCHTeIell CMHPOMA IIePBBIX ABYX (GOPM IONMNUIIBI
BBIABIIAIOTCA B Bo3pacre o 10 et, k 20 rogam aHO-
MajbHOE pa3pacTaHMe TKaHeil OTMeYaeTCs Y TaKUX
ManueHTos B 95% cnyyaeB. CeMeitHbINI aHAMHE3 OT-
rouieH y 60/pIIHCTBA 60MbHBIX [18].

Y mereit HepefiKo HabMIOA€TCS OBEHW/IBHDII [ud-
(y3HBI IOINII03, 4151 KOTOPOTO XapaKTepHO Ipe-
obJafiaHye KPYIHBIX [O/IMIIOB Ha JI/IMHHBIX HOKKaX.
9Ty 06pa3oBaHMA BBIABIAKTCA IPEUMYIIECTBEHHO
B IIPAMOIL ¥ CUTMOBUJHON KMIIKAX Y PACIIONIATaloTCs
10 OfMHOYKe U rpynnamu. [IoBepXHOCTD IONINIIOB
00DbIYHO I71afiKasi, KOHCUCTEHI M IIoTHasL. FOBeHMIb-
HBIJI TIO/INIIO3 NPefiCTaB/IsAeT COO0I OTHOCUTEIBHO
PenKuii BApMaHT 3a60/IeBaHNU A, KOTOPBI HAYMHAETCS
B PaHHEM JeTCKOM BO3PACTe Vi TPOSBIIAETCS B IIOTHOI
Mepe B Bo3pacre 16-18 ner [19].

BonbHble IpebABIAIOT )Ka/I0OBI Ha IIEPUOANYECKIIe
607111 B XuBOTe. BOMM 3TN yMepeHHO BBIPa>keHbl, OT-
CYTCTBYeT MX 4eTKas JoKanusanus. V3 xanob takxe
OTMEeYaIoT NOCTOSIHHbIe 0OM/IbHDIE KPOBSIHUCTBIE BbI-
IeNeHNA 13 3afiHero npoxoya npu fedexannn. [lanu-
€HT TepAET €O CTYI0M [0 30-50 M1 KpOBH, pa3BUBAETCS
croiikasi anemust. Jlnist aToit GopMbl 6O/Ie3sHN Xapak-
TepHO BBbINIaJIeHMe 13 3a/IHETO IIPOXO0/ja IMOIMIO3HBIX
Macc BO BpeMs gedeKariuy 1 Ipy HaTy>KuBaHuu [2].

3abo/eBaHMe HAYMHAETCS B PAaHHEM BO3pacTe, AeTH
C 9TOIT ITATO/IOTHEI HEPeKO OTCTAIOT B GU3NIECKOM
pas3BuTHY, HAOTIOHAETCSI fuapesi, peKTaIbHble KPOBOT-
edeHs, 60N B XXUBOTe, IOXyAaHue, aHemusi. C Bo3-
PacTOM BBIPa>KeHHOCTb CUMIITOMOB HapacTaer [9].
Bomne3Hb MOXeT BOSHUKATD B II€PBbIE TObI )KM3HM, TPU
9TOM IMK 3200/IeBaeMOCTY IPUXOAUTCA Ha BO3PaCT
crapiue 10 et [3].

ITIpn ocMoTpe 06palaloT BHMMaHMe Ha 671eTHOCTD
KOXI ¥ CIM3UCTHIX, IOXy#aHue. IIpn Mukpockonun
B I0BEHM/IPHOM IOJINIIe OOHAPYXXMBAIOTCS KUCTO3-
HO-pacIHIMpeHHbIe JXe/le3bl, BBICTIaHHbIe IIVIINH-
ApUYecKUM snuTenueM 6e3 NpuU3HAKOB AMUCIIA3HUMN.
B xopo1o pasBuTOif CTpOMe YacThl BOCTIA/INTETbHbIE
nHunbTpaTs [3].

HoctarouHo yacTeiM KoMnoHeHTOM CAII ABnsAIOT-
cs1 foO6pOKaYeCcTBEHHBIE y3/Ibl B LM TOBUIHOI JKerle-
3e, a Taxoke PIIDK, oTmMeuarommecs cooTBeTCTBEHHO
B 2-12 1 38-79 % ciy4aes [20]. ['ucTonornyecku - sTo,
KaK IIPaBUJIO, HAIIM/IISAPHBIIA PaK, XOTA B OJHON TPETH
C/Iy4aeB OH MMeeT KpUOpupOpPMHYIO CTPYKTYPY, Hpak-
THYeCKN He BCTPEYAI[YI0Cs B 001Ielt MOmyaannn
(gyacToTa cocrasnser He 6omee 0,2 %) [17, 21]. PIIDK
oTMevaeTcA y manuenToB ¢ CAIl, xak npaBuo B BO3-
pacre 1o 20 j1eT, [i/1 Hero XapaKTepeH 61aronpyATHBII
nporuos [16].

CoueTanne MHOXecTBeHHBIX afieHoM TK c omyxo-
JIBI0 MO3Ta U3BECTHO KaK IJIMOMAIOIUIIO3HbIN CUH-
npoM (cuHzppoM TypkoTa), KOTOPbIIT pacCMaTpPUBAETCs
B KavecTBe BapuaHrta CAII [22]. HecMoTpst Ha BBICOKMIT
PUCK, 9TV OIYXO/IM Y pacCMaTpMUBaeMoll KaTeropun
601pHBIX OTMeYaoTCs penKo [17] ¥V marmenTtos ¢ CAII
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MOXXeT HabIIOHAThCs M KOCerperanusi — COBMECTHOE
HacjlefloBaHIe JBYX IIPU3HAKOB, IPOsABIAIOIleecs
codyeTaHMeM OIyXoJei Mo3ra 1 nanunsaproro PIIK
[17,22].

Knuanueckuit guarnos CAII He nmpexacTaBnser
CJI0XXHOCTH, OH IIOATBEP>KAaeTCA Y NPOBeJeHUN
KOJIOHOCKOIIMY BbIABNIEHMEM IIO/IUIIOB Y Y/IEHOB CEMeit
HalMeHToB. [eHeTYeckoe TeCTUPOBaHMe HAUMHAIOT
C 4JIeHa CeMbM — HOCUTENA CUHAPOMaA, IPyTUX POJ-
CTBEHHMKOB TECTUPYIOT B C/Iy4ae UAeHTUPUKALNK
myTtauuu B reie APC y Hocutens [23, 24]. Puck Ha-
C/leflOBaHMA FepPMMHAIBHON MyTallIM TIOTOMKaMMI
cocTasnser 50 %, KaK ¥ Ipyu T06OM [[PYyTOM ayTOCOM-
HO-/JOMUHAHTHOM 3aboneBaHuy. [epMuHaIbHAS MY-
Tauus ooHapyxuBaetcs y 30-80 % manuenTos ¢ CAII,
a'y 30 % ona Bo3HUKaeT de novo MIK B pe3ynbraTe
Mo3saunusma [25, 26].

ITpy oTCyTCTBMM MyTaLM Y 0OC/IE[yeMOTO alieH-
ta c monumnamu (kak B rene APC, tak u B rene MUTYH)
00cenyoT pofCTBEHHUKOB [IEPBOJI CTEIIEHN POJICTBA.
[Tpy o6Hapy>KeHUM MyTaLMy BCEM POLCTBEHHNKAM,
niofo3putenbHbIM Ha CAIl, mpoBoguTcsa npsmoe te-
crupoBanue [JHK [27].

MOHUTOPUHI JaHHOJM KaTeropuyu NalMeHTOB
BKJIIOUaeT eXeTOfHOoe NpoBefleHle KOIOHOCKOINN
¢ 6uoncueit monuios ¢ 10-12-1eTHero Bospacra fjo
35 ner. [Ina popgcrBenHukos nanuentos ¢ CAII ko-
JIOHOCKOIIMIO CTIeflyeT HauMHATb C Ty6epTaTHOTO BO3-
pacTa Wi OpMeHTUPOBAThCS Ha HaJIM4uMe TaKUX IIPO-
ABJIEHMIL, KaK Ayapest, 60/1u B XUBOTE, KPOBb B CTYIIE,
MeTabo/yecKye pacCTpOiCTBa (CHIDKeHMe YPOBHeIt
6esnka, X0/eCTepUHa, TUIIOKaTNeMNs), JUCOAKTepuo3
[2,25].

Ecnu B KMIIeYHMKE TTAIMEHTA TOMNIIOB OOIbIIIE,
yeM MOXXHO y/IaJINTh, PeKOMEH/[YeTCs BBITIOTHEHME
KOJIOH9KTOMMIY C HAJIOXKEHJEeM M/IeOPeKTaIbHOTO aHa-
CTOMO3a J IIPOBefleH1ieM ITOCIe[YIOIero HabmogeH s
3a MPsMOJ KMIIKOIL, 1160 BBIITOIHEHVIE IPOKTOKO-
JIOH3KTOMMU C MOC/IEYIOIMM M/Ie0aHaIbHBIM aHa-
cromo3oM [13, 14].

YuuTbIBas BBICOKMII PUCK Pa3BUTHA renatob/1acTo-
MBI y fieTeif, peKOMEHYeTCs OCYIeCTB/IATh aHAIN3
yPOBHS a-(eTonpoTenHa 1t yIbTPa3ByKOBOE ICCIIeN0-
BaH1e (Y3V1) opraHOB GPIOLIHON IIOTIOCTH B BO3pacTe
1o 2 net. IloBTOpeHne TaKUX UCCIESOBAHMI ClIeyeT
BBHITIONTHATH Ka>K/[bIe TIOJITOfIA [0 6 JIEeT, B PsAJie CTyJaes
OIaCHOCTH 3a00/IeBaHNsI COXpaHAeTCs Ko 15-1eTHero
BO3pacra [27].

ITocre 2 eT HAYMHAIOT IPOBOAUTD 06C/IeJOBaHIe
TOJIOBHOTO MO3Ta. [Ipy aTOM clefyeT y4uTbiBaTh, 4TO
BblIlIeNIepeYCIeHHbIE OIIYXO/IM MOTYT BO3HMKATh
ele 10 MOsIBJIEHN S TONMUIIOB B KMIIeYHNKe. YKa3a-
HUA Ha TeIaTo6/1acCTOMY OflHOTO U3 YIEHOB CEMbM
CIIY)XUT IIOBOLOM Ji/Is1 HadaIa 006CIefOBaHUs MalH-
eHTa Cc 6-MecsauHOro Bospacra ¢ JHK-guarnoctukoin
Ha HOCUTeNbCTBO MyTanuit B rene APC, e>xxeromHoro
nanpraropHoro obcnenosanus DK, HaunHas ¢ Bo3-
pacra 15 net. Kaxxgple 3 roga BoimonHsioT Y 3V >xenessr,
C MCIIO/Tb30BAHMEM IIPYU HEOOXOAVIMOCTY TOHKOUTOJIb-
Hoit 6uonicun [1, 20].

Exxerognoe ob6cnenoBanue DK pexomenpyercs
B C/Iy4YasX Ha/IM4MA y HallYIeHTa MU YTIeHOB €T0 CeMbl
HPU3HAKOM BPOXX/IEHHOI TUIIEPTPOPUN CETUYATKY
I71a3a, a TaKXXe B CIyYasax, KOTa TepMIHaNIbHAA MY-
tanus B rene APC BbIsIB/IsieTCS B KogoHax 463-1387
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[28]. CrenyeT mOf4epKHYTH, YTO FeHETUYECKOE TECTH-
pOBaHIe IO3BO/IsAET OOHAPY)XUTH 6€CCUMITOMHBIX
POICTBEHHUKOB IIePBOJi CTENIeH! POZICTBA NAl[I€eHTOB
¢ CAIL PoacTBeHHMKY GONBHBIX, Y KOTOPBIX MK Te-
HEeTMYeCKOM TeCTMPOBAHNY He BBIABIALTCA MyTALVA
reHa APC, He JOMXHBI IOABEPTaThCs €XETOJHOMY
3H/IOCKONNYECKOMY CKPMHUHTIY: PUCK Pa3BUTUS KO-
JIOPeKTa/IbHOTO paKa y HUX paBeH TaKOBOMY B IIO-
nynauuu [5]. Kononockonus y aTux nwopeit Jo/HKHa
BBINONTHATHCA, KaK ¥ Y JINIL C TONYIAIMOHHBIM P-
ckoM. KoxxHble GpuOpoMBI 11 sINAEPMONTHDBIE KUCTBI,
JIMTIOMBI, MHOXX€CTBEHHBIE OCTEOMBI KOCTeIl TuIia,
Jallje HYDKHEI YeTI0CTH, aHOMa/ NI POCTa 3y60B, I0Be-
HUJIbHBIE HasogapuHreanbHble aHTMOGUOPOMBI He
HY>XX/IAaI0TCA B AKTUBHOM JIe4YEHUM.

B HacTos1Iee BpeMs OHUM U3 IIMPOKO IPUMEHe-
MBIX, O0IIE/IOCTYITHBIX METOJ0B AMarHOCTUKY OIyXO-
JIeBBIX 3a0071EBAHMIT ABAETCA HEMHBA3VIBHBII METOJ, —
OlleHKa Kajla Ha CKPBITYI0 KPOBb (T€MOKKY/IBT-TECT)
[29]. K HepocTaTKaM TecTa C/IeyeT OTHECTU BBICOKYIO
9aCTOTY IOKHOOTPUIIATEIbHBIX Pe3y/IbTaTOB TeCTa IpK
Hamann paka (go 50-70 %). ViccmenoBaHme ManonH-
¢dbopMaTMBHO IpY HAIM YN IOTMIIOB Pa3MePOM MeHee
2 cM, a TaKXKe B C/Iydae JIOKanmn3anuu o6pasoBaHmit
B IIpaBoIt oI0BKHe 060404HOI Kk [18]. Tuarso-
CTIMYeCKOe 3HAUYeHIe MeeT U IaIblieBOe KCCIIeloBaHMe
NPpsAMOJ KMIIKY, IPY KOTOPOM Y/la€TCA U3YYUTDh y4da-
CTOK KMIIKY o 10 cM OT Kpas 3ajiHero npoxofa. Merop
JaeT BO3MOXKHOCTb OLIEHUTb GPOpMY, TOABIXHOCTD,
KOHCUCTEHIMIO, HaJIN4YMe HOXKKY ITOJINTIA.

Ba>xHBIM MeTONOM [MarHOCTUKU BOPCHHYATBIX
OIyXxoJieil ABIAEeTCA PeKTOPOMaHOCKONIN A, KOTOpas
607ee nHQpOpPMATIBHA U TO3BOJIAET OOHAPY>KUTH 60/Ib-
mryto gacTb nmonunos TK, mockonbky 6omee uem B 50 %
CIIy4aeB OHM JIOKA/IM3YeTCsA B IPAMOI M CUTMOBUTHOM
KUILIKAaX, Ha paccTossHuM 25-30 cM OT Kpas 3aJHero
IIpoXofa.

VmeeT KMMHMYECKOE 3HAUEHNE U TAKOW METOJ, KaK
VMPPUTOCKONNA, IIPYMEHEeHe KOTOPBI JaeT BO3MOXK-
HOCTb JMAarHOCTUPOBATh GOMBLUINHCTBO IIOMNUIIOB 60-
nee 1 cM B uaMeTpe Vcronb3oBaHue psfia IpueMoB
[Py UPPUTOCKONNY (IBOTHOTO KOHTPACTUPOBAHMS,
HETYTOrO 3aII0/IHEHN ) I03BO/IAET YTOYHUTD PACIIPO-
CTpaHeHue ONyX0/u, ee onepabe/IbHOCTb U HaIu4ue
ocnoxxHenni [30].

ITpn KOTOHOCKOMNY BU3yaNbHO OIIEHNMBAIOT COCTO-
auue cnusuctoit 06omouky TK, a Tak)ke BBIIOMHAOT
PsA medeOHBIX MAHMITY/ALMIL: yAaneHue ToOpoKa-
YeCTBEHHBIX OIyXOJleif, OCTAHOBKY KpOBOTEYeH N,
U3BJIeYeH)e MHOPOJHBIX TeJl, peKaHa/IN3aL1I0 CTeHO3a
kumku [31, 32].

Ilepexons K pacCMOTPEHUIO METOZIOB JIEUEHN I, OT-
MeTUM, 4TO KoHcepBaTuBHasA Tepanua CAIl we mpo-
BOJINTCS, IedeHe ITOI MATOMOTUM TONbKO XUPYPTH-
deckoe. Bce 06Hapy>KeHHbIE KOJIOPEKTa /IbHBbIE IIOTUIIbI
clefyeT yAanATh, UCKIIOYeHMEM ABAETCA TOIbKO
BbIsAB/I€HNE ONVIHOYHBIX ITOJIUIIOB, I1aMeTP KOTOPbIX
He mpepbimaet 0,5 cM. B Taknx cmydasx Bo3sMoXXHa
BBDKIUJATe/IbHAS TAKTVKA C BBITIOTHEHVEM IIOBTOPHOM
9H/JJOCKOIINML.

B Hacrosiiiee BpeMs METOIOM BbIOOpa IPY TeYeH NI
onuHOo4YHBIX monumoB TK saBaseTcs sHmockonuye-
CKasi IONMIISKTOMMSA, IPU MX PACIIONIOXKEHM He BbllIIe
5-7 CM OT Kpas aHyca BBIIIOJIHAETCA TPaHCAHAIbHAA
pesexuus [7].
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Ha Hava/bHBIX 9Tamax, KOTa MOPa>keHbl TONBKO
JVICTAJIbHBIE OT/e/Ibl TOJICTOTO KMIIEYHNKA B OTCYT-
CTBUE NPU3HAKOB Ma/JMTHU3ALNY, MOXET OBITDH BBI-
MMO/IHEHA Pe3eKI[MsI CUTMOBULHON U MPSMOI KUIIKN
(IPOKTOCUTMOMAIKTOMMUS) C COXpaHeHUeM CHUHKTe-
pa. Ecnu nuddysHblil mon1nnos pacnpocrpaHaeTcsa
Ha npokcuMasnbHble oTfensl TK, Ho He mepexoaut
B 3/I0Ka4eCTBEHHYI0 GOPMY, IOKa3aHbI CIeAYIOLIVe
orepaluu: KOJISKTOMM A U CO3/laHNe IeOPEeKTaTbHOTO
aHACTOMO3a, CYOTOTa/NIbHasA KOJISKTOMMS VI/IN TeMU-
KOI9KTOMUSI C aCLIeHJOPEeKTaTbHbIM aHACTOMO30M,
CyOTOTa/IbHAS T€MUKOTIKTOMNS C OPIOLIHOAHAIBHOI
pe3ekiyeil MpsIMOIT KVIIKY U TTOfiBeleHUeM K aHyCy
ydactka Bocxopsmeit TK.

Omnepanuy BHIIONHAIOTCSA C COXpaHEHVeM aHaTbHO-
ro cpuHKTepa, 4To no3posnsAeT 6onbHOMY ¢ CAIT BecTn
OTHOCHUTE/IbHO aKTUBHBII 06pa3 xu3unu. [Ipu BblABIIe-
HUM PAKOBOI OIIYyXO/) HEOOXOLUMO OCYILeCTBIEHNUEe
TOTA/IbHOI KONOKTOMMUY 6€3 coxpaHeHus chUHKTEpa
U C BBIBEICHMEM Ha MePeJHIOI CTeHKY )KMBOTA MJIe-
OCTOMBI.

ITporuos 3aboneBaHm s HeOIATONPUATHBIN — Y BCeX
ManueHTOoB ¢ A1(Qy3HBIM MOTUIIO30M CO BpeMeHeM
BBIAB/AIOT pak. HecMoTps Ha TO, 4TO MpUYMHBI AU-
(y3HOTO MONUIIO3a U3YUEHDI JOBOIBHO XOPOILIO, fieil-
CTBEHHOI IPOGIMIaKTUKY 3a60/IeBaHN s HA CETOHALII-
HUII leHDb HeT. B 06s3are/IbHOM HOpsifiKe 00CIenyIOT
BCEX POJCTBEHHMKOB OONBHOrO, B TOM YIC/IE HeTeil
B Bozpacre 10-12 neT. [eHeTUKM peKOMEHAYIOT Ha-
4YMHATH 00C/TEOBaHE YIEHOB CEMbI HOTBHOTO C MO-
JIEKY/IAPHO-T€HeTUYeCKOT'0 aHa/IM3a /I BhIABICHNUA
crerduyecKux MyTaruii B reHome [12].

B psApe uccnegoBaHMit aBTOpaMy IIPUBEIEHBI pe-
3y/IbTaTbl MHOT'OJIETHETO OIIBITA [UATHOCTUKIY 1 JIede-
Hust 6onpHbIx CAIL Tak, B pabore Cohen S. et al. (2014)
BBITIONTHEHO 060011eHMe 11-1eTHEro OnbITa IeYeH s
6onpubIXx CAII B Tpex M3pauIbCKUX MEIUIIMHCKUX
LeHTpax. [IpoaHanmu3MpoBaHbI MEUIIMHCKIE JaHHBIE
50 meTeit C MONMUIIO3HBIMM CMH/IPOMaMU B BO3PacTe J10
18 et u ux cemen ¢ guarnosom CAIT B 1999-2010 rr.,
MpOaHAIM3UPOBAHBI KIMHMYECKIE IPOSIBIEHN
3a60/1eBaHMs, TeHETUYECKUIT IPO(N/Ib NALMEHTOB,
0CcobeHHOCT UX HabmogeHns u nedyerus. OTMedeHo,
41O Hamboee YacTbIM CUHPOMOM GBI CeMeNHBI
ageHoMaTosHbi nonmunos (CAII) y 33 pereit (66 %),
13 KOTOPBIX y 25 60/1bHBIX (75,7 %) Oblyia BhIAB/ICHA
cooTBeTCTBYLIAA MyTanus. CpegHumit Bo3pact obcre-
nyembix cocrasun 10,6+3,9 ropa (o1 4 o 17 net). bonb-
LIMHCTBO JleTel ObIIM 006C/IeoBatHbl HA OCHOBAHUMA
IaHHbIX CEMEITHOr0 aHaMHe3a CHH/[pOMa [I0/INII03a (42
pebeHka, 84 %).Y 32 geteit c CAIl Hanboee yacThIMU
Kanmo6aMmu ObIIM peKTaabHOe KpoBoTedeHue (42 %),
607 B xuBoTe (22 %), mpusHaky nHBarnHayu (10 %)
u guapes (4%). Bcem manuenTam 6bU1a BBIIOTHEHA
KOJIOHOCKOIMA U 9HJocKonuA BepxHux otfenos JKKT,
13 getsim Obl1a pousBeseHa onepanus — pesexkuns TK
(39 %). Pak ToCTOI KMIIKY OBUT BBISABIIEH ¥ OJHOTO
12-neTnero manuenta ¢ CAII [33].

B pabore Knedy R. D. et al. (2014) 611 mpoaHamusu-
poBaH onbIT AuarHoCTUKM 1 edeHn A CAII B TedeHne
24 net. beinu usydensl fanHble 163 manuentos ¢ CAII
B Bo3pacTe j0 20 jeT. [JmarHocTuKa NpoBOANIACH
C IIOMOII[bI0 KOTIOHOCKOTINI (69 %), @ TAK>KE IT0 TaHHBIM
TeHeTUYeCKOro CKpuHuHra (25 %), cpefHMit Bo3pact
TIOCTaHOBKY AMarHo3a COCTaBuUI 12,5 ner.



VY 6onpiunHcTBa feTeit (58 %) He OBIIO OTMEYEHO
KaKuX-1m00 CYMIITOMOB 3a060/IeBaHMs, IPU TOM AMa-
IHO3 ObI/I TIOCTAB/IEH Ha OCHOBAHWM IAHHBIX CEMEITHOTO
aHamHe3a. PektanpHOe KpoBoTedeHNe 6110 Hanboree
pacpoCcTpaHeHHBIM CUMIITOMOM 3a00/IeBaHMs, OHO
oTMedanock B 37 % ciny4aes. CpegHMit BO3PACT BbIABIE-
HMA NONUIIOB cocTaBui 13,4 et rofja, mpu aTom y 60 %
ob6cenyeMbIx ObII0 BbLABIEHO 60stee 50 momumos. Pak
ObT OOHApY)KeH B 1 c/ry4ae Ipy KOTTOHOCKOIMYECKON
6yonicuy 1 B 5 cIy4asx npu KOJTOHIKTOMUM.

3aknwuyeHune

AHanus faHHBIX TUTEPATYPbl CBUJETENbCTBYET, ITO
CBOEBPEMEHHO YCTAHOBIEHHBIN NMArHo3 Haclen-
CTBEHHOro cunjpoma y nanuentos ¢ CAII ¢ BbI-
COKMM DPUCKOM HEOI/Ia3UU, a TAK)Ke IPOBEJEHNE
AVHAMUYECKOTO HaOTIOleH 1A 3a HYUMM, IIOMOTaeT
PacnosHaTh Ha/lIM4ye 371I0Ka4eCTBEHHO OMyXOIu
u obecrmedrmBaeT BOSMOXKHOCTD IIafiAIIEro jaede-
HIUA Ha paHHUX 3Tanax 6omesHu. JIns ycTaHOBIe-
HusA iy BepuduKanuy IMarHo3a, OLleHKY PUCKa
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