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PE3IOME

CuHapom FropanHa-Toasbua (CIT) — peakoe ayTOCOMHO-AOMUHAHTHOE 3a60AEBAHME, OBYCAOBAEHHOE MyTaLmMiImm B reHax PTCH1 1 SUFU, KAlo4YeBbIX
KOMMOHEHTAX CHMIHAAbHOIO Myt Sonic Hedgehog. Ars CIT xapaKTepeH BbICOKMI PUCK PA3BMTIS OMyXOAEBbIX 3AOOAEBAHMM, B MEPBYIO O4EPEAb
6a3aAbLHOKAETOYHOro paka Koxu (BKP) 1 meAyArn0BAQCTOMBI. B CTATbe MPEACTABAEH KAMHUYECKMIA CAyYam 11-AeTHeu naumeHTkm ¢ PTCHI-
accoummpoBaHHbim CIT, y KOTOPO# B BO3PACTE 3 AT AMArHOCTUPOBAHA MEAYAAODAQCTOMA, A K 6 TOAOM MAHMCDECTUPOBAA MHOXECTBEHHbIN
6a30aABHOKAETOYHbIN PAK KOXKM. KAMHMYECKUI CAYHQH MOAYEPKMBAET BOXKHOCTb PAHHEN AMArHOCTUKM, CBOEBPEMEHHOTO MOAEKYAFPHO-TEHETMHECKOTO
TECTUPOBAHMS M MEXKAMCLIMNAMHAPHOIO HABAIOAEHMS AAS YAYHLLIEHMS MPOIHO3A M KAYECTBA XXM3HM MALMEHTOB C AQHHBIM CHMHAPOMOM.

KAIOYEBBIE CAOBA: criHApom FfopanHa-Toabua, PTCHI, SUFU, NGS, reHoAepmMaTo3s, AeTH, OPQPAHHBIN, 6A3AABHO-KAETOYHbIN PAK, MEAYAAODAQCTOMQA.

KOHPAUKT UHTEPECOB. ABTOPDbI 3Q5BASIOT 06 OTCYTCTBUM KOHQDAMKTA MHTEPECOB.

A case of medulloblastoma and disseminated basal cell carcinoma
of the skin in an 11-year-old female patient
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SUMMARY

Gorlin-Goltz syndrome (GGS) is a rare autosomal dominant disorder caused by mutations in the PTCH1 and SUFU genes, key components
of the Sonic Hedgehog signaling pathway. GGS is characterized by a high risk of developing tumors, primarily basal cell carcinoma (BCC)
and medulloblastoma. The article presents a clinical case of an 11-year-old patient with PTCHI-associated GGS, who was diagnosed with
medulloblastoma at the age of 3 years, and by the age of é years, multiple basal cell skin cancer manifested. The clinical case highlights the
importance of early diagnosis, timely molecular genetic testing and interdisciplinary monitoring to improve the prognosis and quality of life of
patients with this syndrome.
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Brenenne

Cunapom 'opnuna-Tonbla — peakoe ayToCOMHO-I0MU-
HaHTHOE 3a00JIeBaHKe, U KOTOPOTO XapaKTePHbI BEICOKHI
pHCK pa3BuTHA Oa3asbHOKIIEeTOUHOTO paka koxu (BKP), no-
OpOKavYECTBEHHBIX U 3JI0KaYECTBEHHBIX OITYXOJIEH pa3IMuHbIX
JIOKaNU3alyii, a TAKKe HAJTMYKNE CKEJIETHBIX U YEPENHO-TULIEBBIX
anomanuil. [Tatorenes CI'T cBsi3aH ¢ repMUHAIBHBIMY MyTallHs-
mu B reHax PTCHI u SUFU. B 70-80% cpenu ponCcTBEHHUKOB
MALUEHTOB ONPEAEIISAIOTCS aHAJIOrnuHble MyTaud, B 20-30%
CllydaeB MyTally BO3HUKarOT de novo. CpesHss yacToTra BCTpe-
Y4aeMOCTH cHHpoMa puom3uTennsHo 1:19000 HOBOPOXKIEHHBIX.
IenerpantHOoCcTh CIT cocraBnser npaktuuecku 100 %, npu
9TOM JUISl CHHIIPOMA XapaKTepHa MINpoKast BaprabenbHOCTh de-
HOTHIIA, YTO MOXET 3aTPyNHATh CBOEBPEMEHHYIO THarHOCTHKY.
IepBele omyxoneBsle nposiBneHus y nanuentos ¢ CI'T moryT
MaHU(]ECTHPOBATh yXKe B IETCKOM M OJPOCTKOBOM Bozpacte [1]

B ocnoBe monekynsipHoro narorenesa CI'T IeXUT HHAKTH-
Barus reHoB PTCHI u SUFU. O6a 3TuX reta sBIISIFOTCS KOM-
TIOHEHTaMHU curHabHOTO ImyTH Sonic Hedgehog (Hh), xotopsrit
UTpaeT KIIOYEBYIO POJIb B PETYIISLIN SMOPHOHAIBHOTO Pa3BUTHS,
KJICTOYHOTO pocta u npoiudeparmu [2] C rerepo3uroTHEIMU
repMHUHANIBHBIMU MyTaiusiMu reHa PTCHI cBsa3ano 1o 85%
ciyuaeB CIT. C rerepo3urotHsiMu Bapuantamu B rede SUFU
accoLMUPOBAHO 0koNO 5% citydaes. iHOrna MyTalu BeIIBUTD
HE yJaeTcs BBUAY TEXHUYECKUX OrpaHUueHU MeTonuk [1]

XapakTepHoi 0COOEHHOCTBIO KIIMHUYecKol KapTuHbl CI'T
SIBJIIETCS. COYETAHNE MHOXKECTBEHHBIX aHOMAJIUI pa3BUTHSA
1 OILyXOJIEBBIX MIPOSBICHUM (maobn. I).

Juarno3 CI'T craBuTCS npH HaIWYUH ABYX OOJNBIINX
JMarHOCTUYECKUX KPUTEPUEB WIIM OJHOTO OOJBIIOTO M ABYX
MaJlbIX Kputepues (mabn. 2) [3, 4].

Hns nonteepxkaenus quarno3a CI'T ucnonbiyercst mose-
KyJspHO-TeHeTuueckoe uccnenosanue resoB PTCHI u SUFU.
B niepByto ouepenb reHeTHYECKOE TECTHPOBAHHUE MOKA3aHO Maly-
€HTaM C HesIBHBIMU KIIMHUYECKHMU NPU3HAKAMHU, POJCTBEHHIKAM
MALUEHTOB C BBIABIECHHON MyTalUel, a TAKKe IPU IPEeHaTaIbHOM
TECTUPOBAHUM B CEMbSIX C IIOATBEPKICHHBIM JUArHO30M.

ITanmentsl ¢ CI'T' 70IKHBI HAXOAUTHCS IO/ TIATENLHBIM
JMHAMHYECKUM HaOJII0eHNEeM KOMaH/Ibl CIICIIAINCTOB pa3-
JIMYHOTO NpodMIIst. AJITOPUTM HAOIIOAEHUS 3aBHCHUT OT MO-
JIEKYJISIPHOTO MOJITHIIA CHHApOMA (mabn. 3).

Mo mepe nabmonenus nauentos ¢ CI'T, ¢ yuetom pucka
pa3BUTHS OIyXOJIeH, KpaliHe BaXKHO NIPUBJIEKATh HAa KOHCYNbTa-
LMY OHKOJIOTA Il CBOEBPEMEHHOM TMAarHOCTHKH PO IITEHOM
MaTOJIOTHH.

Kiaunnveckuii ciayyqaii

[MarenTka, 11 1et, oT TpeTbe puU3NONOrnIHON OepeMeH-
HOCTH, TPETBUX POOB, pa3BUBAJIACh 110 BO3pacTy. [1o naHHBIM
ceMeifHOTo aHaMHe3a, MITa I OpaT NalMeHTKH 1orud B BO3pacTe
2 JIeT OT OIyXO/U MO3A&KeuKa. Y oTLa B Bo3pacTe 16 JieT BiepBble
quarHoctupoBaH BKP. B nanpreiiem oH nomyuan MHOTokpar-
HBIE CEAHCHI KPUO-IECTPYKLHIH U1 JIy4eBO! TepaIiy 110 NOBOLY
MHOXeCTBeHHbIX 04aroB BKP Ha koske Jii11a 10 MeCTy JKMTeIbCTBA.

W3 anaMHe3a U3BECTHO, UTO B BO3pAcTe 3 J€T MalUeHTKa
IoJTy4dnyia TpaBMy JIeBoi opouTsl. Uepes Mecsi Hayanach
HelpeKkpamnaromascs psota. Pe6EHok ObuT rocIUTaIN3H-
poBaH B MH(EKIMOHHYIO OOJILHUILY TI0 MECTY JKUTEIILCTBA.

Tabamua 1
YacToTa KAMHMHECKUX NPOSABAEHHI NpH cMHAPOoMe FfopAnHa-ToAbLa [3]

KoXHble nposBAeHHs

Ba3aAbHOKAETOYHbIN Pak KoxK (50-97 %), AOBPOKAYECTBEHHbBIE OMYXOAM
Koxu (21 %), NOAbBMONAGHTAPHbIE BAGBAEHUS (90 %), MHOXECTBEHHbIE
MEACHOUMTAPHbIE HeBYCbI (30-50%), MMAMYMbI (50-60%), KEPATO3 ACAOHEMN
1 MOAOLLIB, KOABLMHO3 KOXM

AHOMaAMM 3y6OB

MHOXeCTBEHHbIE OAOHTOrEHHbIE KEPATOKUCTbI (75-100%), MPOrHATU3M, BLICOKOE

apo4HOE HEDO (40%), pacLLeAmHbl HEOA 1 BepXHeM ryBbl (4%), areHesus 3yoos

N/MAM PETUHMPOBAHHbIE 3yObl (3 %), KTOMMS 3yOOB, HEMPABUAbHBIA MPUKYC
YepenHo-AULLEBbIE OHOMAAWK

KaAbLMpHKALLMA Cepna rOAOBHOTO M03ra (37-79 %), KOABLMADMKALMS HOMETA

MO3KEYKA (3%), AHOMOAMM TYPELKOTO CeAAd (21 %), makpoueddaaus (40%),

Bpax1LeddaAms, BBICTyNatoLLIME AOBHbIE Byrpbl (25%), BBICTYNAIOLLIME TEMEHHbIE

1 BUCOYHbIE Byrpbl, rpyBble YepTbl AULLA (50 %), TMNOMNAQ3MS BEPXHEN YEAIOCTH
CKeAETHbIE AHOMAAMM

MOAMACKTAMS (3%), CUHAQKTUAMA, CKOAMO3 (15%), KAHOBMAHBIE NMO3BOHKM 1 ADYTUE
QAHOMQAAMM NO3BOHOYHKMKA, Spina bifida (3%), octeonopos (3%), aHomaann pebep
(26%), BPAXMMETAKAPMMS 1 YKOPOYEHME YETBEPTOM MACTHOM KOCTH (12%)

AHOMOAMK cepaLa
KapanaabHas goubpoma (3%)
OdTaAbMOAOTHYECKUE QHOMAAUMN
Tneptreropuam (40%), TEAEKAHT, BDOXAEHHAS caenota (15%), CTpabusm
(15%), BPOXAEHHbIN OMABPO3, PACXOASLLLEECH KOCOTAQ3me, raaykoma (3%),
nTo3 1 koroboma (3%)
HeBpoAorMyeckue aHOMaAUM
30A€pPXKA YMCTBEHHOTO pa3sutma (6 %), KaAbLMdOMKALMS TBEPAOM
MO3rOBOM OBOAOYKM, AreHe3Ns/AMreHesns MO3OAUCTOTO TEAD, BPOXAEHHOS
rmapouedarms (3%), meayarobaactoma (3-5%), menurrnoma (1%),
LLIM30MAHOE PACCTPOMCTBO AMYHOCTH
AHOMOAMM MOYENOAOBOM CUCTEMbI
TrnoroHaAm3m (3 %), UMBPOMbI MATKM U SUYHUKOB (15%), KOABLLUHMPOBAHHbIE
KMCTbI AM4HMKOB (3 %), AOBOBOYHBIM COCOK
Aa6GopaTopHbie OTKAOHEHMS

TMOBbILLIEHHbIM YPOBEHb MOYEBOM KMCAOTbI B CbIBOPOTKE KPOBM (3%), MOBBILLIEHHbIA
YPOBEHb LLLIEAOYHOTO AOCAATA W LIMKAMHECKOTO GAEHO3MHMOHODOCAATA.

Tabamua 2
AnarHocTudeckune kputepumn CIT

BoAbLLUME AMATHOCTUYECKUE KPUTEPUU

* MHoxecTBeHHble o4aru bBKP (6oaee 5) Man eanHMyHbIM BKP, BO3HMKLLMM
20 30 AeT;

KaabLMdpMKALMS CePa FOAOBHOTO MO3TQ MAM MPU3HAKM KOABLMCDMKALLM
B BO3pacTe A0 20 AeT;

TMCTOAOTMYECKM MOATBEPXKAEHHBIE OAOHTOTEHHbIE KEPATOKMUCTbI YEAIOCTEN;
ABQ 1AM BOAEE NMAABMOMNACHTAPHBIX BACBAEHMS;

Haanire cuHAPOMa TOPAMHA-TOABLIA Y BAM3KIX POACTBEHHMKOB NEPBOM AUHMM.

MaAble AUArHOCTUYECKUE KPUTEPUU

MeAyAAOBACCTOMA B AETCKOM BO3PACTE;

Ammdaome3eHTepM0Abe|e UAU MAEBPAAbHbBIE KUCTbI;

MakpoLedaars (A\OBHO-3ATHIACYHBIN Pasmep Boaee 97 MPOLLEHTUAS);
PacLuenaenue rybol/Heba;

AHOMOAMKM pebep/no3BOHKOB: paclLenAeHue/cpalteHme pebep;
PACLLENAEHWE NO3BOHKOB;

npeGKCMOAbHOﬂ MAN MOCTAKCUAABHAS MOAMAQKTUAMS;

PUBPOMA IUYHMKA/CEPALLQ;

TAQ3HbIE QHOMOAMM (KATAPCKTA, AEDEKTI PA3BUTUS U MUTMEHTHbIE
MU3MEHEHUA IMUTEAN] CeTHOTKM}.

JlaHHBIX 32 HH()EKIMOHHEIN MPOLECC HE BBISIBICHO, OTHAKO
MIpH JajibHEHIIeM HAONMIOeHUN OTMEYEHO U3MEHEHHUE T10-
XOIKH, HAKJIOH TOJIOBBI BIIPABO U MOSBJICHUE KOCOTIA3HS.
ITpu ob6cnenoBanny (Brimouass MPT romoBHoro Mo3ra) Obliia
JIarHoCTUpoBaHa Meayiuioonactoma T2MOS 1, cranmapTHBIN
puck. [TarmenTke ObUIO MPOBEACHO KOMITJIEKCHOE JICUCHHE
o potokoy HIT-2000: onepatiBHOE BMEIIATEBCTBO B 00B-
eMe yJaJIeHnsi HOBOOOpa3oBaHMs, 4 Kypca IMOIMXUMHOTEpaIIiH,
a TaKXKe JyueBas Teparus Ha 00JIacTh IEPBUYHOTO PACHpO-
crpanenus omyxonu (COJ 54 I'p).

E-mail: medalfavit@mail.ru

MeamumHCKMin aadoaBmT Ne23/2025. Aepmatororms (2)
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Tabamua 3

AAQNTUPOBAHHbIE PEKOMEHAALMU MO BEAEHMIO NALMEHTOB C CHHAPOMOM FopAuHa—-ToAbLa U onyxoAsmm (Ha ocHoBaHumn Current
recommendations for cancer surveillance in Gorlin syndrome: a report from the SIOPE host genome working group (SIOPE HGWG) [5]

OnyxoAb MeToA CKpUHUMHra
BasaabHO-
_ Aepmarockonums
KAETOYHBIM PaK
OAOHTOreHHble HaBAIOAEHME CTOMATOAOTC;

KUCTbl YEAIOCTH OPTOMNAHTOMOTPAMMA AMBO MPT

Meayarobaactoma MPT roAOBHOrO MO3ra

MeHuHrIMoma MPT roAOBHOrO MO3ra

OnyXOAW AM4HMKOB Y31 manoro Ta3a

KapamaasHas

cpubpoma OXOKAPAMOTPAMMA

[Mocne okoHYaHWs JIeYEHHs Ha BOJIOCHCTON YacTH TOJIOBBI
orMmeuaercs cyoToranbHas qudQy3Has anonenus, BI3BaHHAS
BTOPUYHOH aTrpodueil KOXH U €€ CTPYKTYp B pe3yibTare 1o-
CTIIy4eBoro aepmaruta koxu (puc. 1 A). Ilpu Tpuxockonnu
ONPEJIENSIOTCS BEJIOCHBIE U OJIMHOYHBIE TEPMUHAJIBHBIE BOJIOCH,
YacTh YCThEB (POJUIMKYIIOB COXPAaHEHa, KENThIC TOUKH I JIpy-
T'He MPU3HAKH BOCHAJIEHHS U AUCTPO(HUH BOJIOC OTCYTCTBYIOT
(puc. 1 b).

B 2020 roxy, B Bo3pacte 6 JI€T, OTMEYEHO TOSIBJICHUE BbI-
CBINIAHUI Ha KOXKE TYJIOBMINA, TPEUMYILECTBEHHO B 00J1aCTH
criuHbl. [To MecTy kuTenbCTBa OB YCTAHOBJICH AMArHO3
«aJJIEPTUYECKHH IepMaTHT, HA3HAYECHO CUMITTOMAaTHYECKOe
JIeUeHHE TOMMMYECKUMH IIIIOKOKOPTHKOCTEponamu 0e3 ad-
(hexTa — B JMHAMHKE OTMEUYECH POCT HOBOOOPA30BAHUN KOXKH
B pazMepax, MOSIBIICHHE HOBBIX 3JIEMEHTOB.

B Bo3pacte 9 sieT BBINOIHEHO yAaleHne OHOTO U3 0YaroB
KOXKH CIIMHBL. [ MCTONOTIYeCKOe 3aKiTtoueHue: 0a3aIbHOKICTOUHAs

PucyHoK 1. BOAOCHCTOS YOCTb FOAOBBI, BUA C30AN: 30HO MOKYLLIKM 1 3QTbIAKQ, BbIDCDKEHHAS AAOMELMS
(A). Mpun TpMxocKoNMK (B) ONPEAEASIOTCA TOHKME CBETAbIE BEAIOCHbBIE BOAOCHI (XEATAs CTPEAKQ)
M OAMHOYHbBIE TEPMUHAABHBIE MUTMEHTUPOBAHHBIE BOAOCHI (CUHSAS CTPEAKQ)

PTCH1-accoumunpoBaHHbii CIT

EXXeroAHo € NepBoro road XmsHu, 0COBEHHO
€CAU paHEee NPOBOAMAACH AY4EBAA TEPAMNMA

HabAoaeHWe HeBpoAora. MPT Mo NOKA3AHMIM

OAHOKPATHO B 18 AET, AGAEE MO MOKA3AHMAM

B MOMEHT NOCTAHOBKM AMArHO3Q, XXEAQTEABHO
B NepPBble 6 MECILLEB XM3HM

SUFU-accoumnpoBaHHbii CIT

EXxeroaHo ¢ 20 AeT AMBO paHbLLE, ECAM pAHEE
MPOBOAMACCH AY4EBAA TEPAMNMS

HaBAOAEHWE CTOMATOAOTT EXETOAHO C 2 AET;
OPTOMNAHTOMOTPAMMA — EXXETOAHO C 8 AeT

Kadkable 3-4 mecaua nepsble 3 roA X13HK, 3aTem
KQXAblE 6 MecaLeB A0 5 AeT

Kaxable 3-5 AeT ¢ 30 AeT. Y NAUMEHTOB C paHee
BbISBAEHHOM MEAYAAODAQCTOMOM — CPA3Y XXE NOCAE
3aBepLUEHNI AeHeHUs.

Kaxable 3roaa c 5 aet

B MOMEHT NOCTAHOBKM AMArHO3Q, XXEAQTEABHO
B NMEpPBble 6 MECILLEB XM3HM

KapLMHOMA KOXH, aJICHOMAHBIH BapuaHT. [Ipu mepecMotpe ricTo-
JIOTHYECKUX TIpeTiapaToB YCTAHOBIIEH IMarHO3 «TPHX00IacTOMay,
PEKOMEH/I0BaHO TMHAMHYECKOE HAOIIOICHHE y IepMaTosora.
B 10 ner nanueHnTka 0TMEYaeT BBIPAXKEHHBIM KOXKHBIH 3y1
B 00J1aCTH BOJIOCHCTOH YacTH ronoBel. [Ipr ocMOTpe BBISBICHEI
Ouorncupyrompe ckapudukarmy. [IpoBommIocs cHMITOMAaTHYECKOE
JIeYeHHE AJIOTEIUH Y IePMaTojIora 110 MECTY KUTEIbCTBA TOIH-
YECKUMH IIIFOKOKOPTHKOCTEPOUIaMH 0e3 BBIPXKEHHOTO S eKTa.
B sBape 2025 r. (11 ner) obparunack K OTOPHHONIAPUHTONOTY
10 MECTY JKUTEIbCTBA MO MOBOLY KPOBOTEUECHUs U3 JIEBOTO CITy-
XOBOTO Tpoxo/a. BeisiBiieHO HOBOOOpa30BaHUE KOXKH CITyXOBOTO
POX0Jia C U3bSI3BICHHUEM. JIJIs1 yTOUHEHHS TMarHo3a peOeHOK ObuT
HarpasieH B HUM nerckoil OHKOIOruM ¥ réeMaToI0rui UIMEH!
axanemuka PAMH JI. A. Jlypuoga (nanee HUW J10ul’) ®I'BY
HMMII oukonoruu uM. H. H. bioxuna Munsnpasa Poccun.
IIpu ocmoTpe pebeHka oOpalialoT BHUMaHHE Tpy-
Oble uepThl JHIa, BEIHPAIOIIKE JIOOHBIE OYIrphl, IIHPOKO
paccraBieHHBIE I71a3a, 3anafaronias
nepenocuna (puc. 2 A). Ha nago-
HSIX TTaJIbMOIIJIAHTAPHBIC BIAaBJICHHUS.
Ocanka ckonuoruueckas. Ha xoxe
Jauna, TYJIOBHINA, KOHEYHOCTEH OT-
MeYaeTcsl HaIMYiue MHOXKECTBEHHBIX
Hamnysa TeJIeCHOro U PO30BO-KOPHUUYHE-
BOTO IIBETa, Pa3IMYHOTO JUaMeTpa
1o 0,5 c™m (puc. 2 b, B). KonnuecTtBo
9JIEMEHTOB JOCTUTAaEeT HECKOJIBKUX
coreH. JlepmMaTockonuueckast KapTHHA
npencTasieHa Ha pucynke 21

h acasd

PrcCyHOK 2. PEHOTMMN NALMEHTKM: TPYObIE YEPTbI AULLA, BEIMUPAIOLLLME AOBHbIE BYrpbI, LLIMPOKO PACCTABAEHHbIE AQ3d, 3ANAAQIOLLLOSA MepeHOoCHLL (A).

MHOXeCTBEHHbIE HOBOODPA30BAHMS KOXM AMLLA, BOKOBOM MOBEPXHOCTU LLIEU, CMIMHBI, MPEACTABAEHHbIE MNAMYACGMM TEAECHOTO U PO30BO-KOPUYHEBOTO
uBeta A0 0,5 cm B anameTtpe (A-B). M0 AGHHBIM AEPMATOCKOMMM, BU3YAAMIMPYIOTCH CUHE-CEPbIE TAOBYAbI, ADEBOBMAHBIE COCYAbI, COCYAbI-LLIMMABKM (I')
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B pamkax Hay4HO-HCCIIEIOBATEIBCKOM PabOTHI 110 H3yde-
HUIO TE€HOJIEPMAaTO30B Yy JeTel U MoJoIbIX B3pocibix B HU
JOul” npoBeneHO KOMILICKCHOE 00CIeIOBAHNE AIIHCHTKH,
BKJTIOYAOLIEE OCMOTP MPOQHIBHBIX CIICIUAIICTOB, OHOTICHIO
KOXH IKCKOPUUPOBAHHBIX 0UaroB KOXKH CKaJlbIla, THCTONOTU-
YEeCKOe U MOJIEKYJIIPHO-TEHETUUECKOE UCCIIEIOBAHUE.

[To maHHBIM IMCTOJIOTMYECKOTO UCCIIE0BaHMs 00pa3na
KOXHM CKaJIbIla, Ha TPAHUILIE OUara ajJoNeltu B JIOCKYyTe KOXKU
onpenensercs NOoCTIyuYeBON JepMAaTHT, a TAKKe BApUAHT IO-
BEPXHOCTHO PaclpOoCTpaHsIoNeiics 6a3aIbHO-KIETOUHON
KapuuHOMBL. OTyX0Jb MpeJIcTaBiIeHa 0a3alouJHBIMH KIIET-
KaMH (C aTHITUEel M MUTO3aMH), CBSI3aHHBIX C SITUAECPMHUCOM,
C «4aCTOKOJIOM» U3 OITyXOJIEBBIX KJICTOK I10 Tiepudepun rHE3 N,
apTUQUIHATBHBIMY IIETSIMU MEKITY OITyXOJIbIO M CTPOMOM, CKO-
IUICHUSIMH TOJTyOOT0 MyIIMHA B ATHX Ieisix. [Ipu nepecmotpe
THCTOJIOTUYECKHX MPENapaToB (04ar KOKH CITHUHBI) YCTaHOBJICHA
¢ubposmmrenoma Inakyca (6a3abHOKIIETOYHAS KAPLIHOMA).

ITo naHHBIM MOJEKYISPHO-TEHETHUECKOTO UCCIEA0BaHUS
BBISIBJICH T€pMUHAIBHBIN KIIMHUYECKU 3HAYUMBIA BApUAHT
B reHe PTCH 1. CerperaluOHHbIN aHanu3 MOATBEPAUII IIepe-
Jlauy MaTOreHHOro BapuaHTa B rene PTCHI 1o oTLOBCKON
JUHUU. Y CECTPhl U MaTepPH MALUEHTKU KIMHUYECKU 3HAYUMBIX
BapUaHTOB HE BBISABIICHO.

[ManmeHTKe BBIOIHEHO OIIEPaTUBHOE BMEIIATEIBCTBO B 00b-
€Me paJluOBOJIHOBOIO yAAJICHHUS OTAEIbHBIX eMeHToB BKP
KOXKH, TIOKa3aHHOE TIPY MHOXKECTBEHHOM OITyXOJIEBOM IOpaXe-
HUM B KQUECTBE JAOIIYCTUMOIO METO/IAa JIOKAIBHOTO KOHTPOJISL.
I'ucronoruueckoe 3akiroueHue: MHOXKeCTBeHHbIe ouaru BKP.

Oren pebGeHKa HalpaBiIeH AJis1 HAOIIONeHNS U JICUCHUS
BO B3pocioe 38eHo HMUI] onkonoruu um. H. H. bioxuna
B paMKaxX MeXKIMHH4YecKoro B3aumoneicreuss HUM JOul’
u HUU xnunnyeckoit onkonoruu um. H. H. Tpane3nukosa.
JlaHbl pekOMeHJalluy, B YaCTHOCTH O HEAOIIYCTUMOCTH IIPO-
BezteHus JryueBoii Tepanuu BKP y nanmentoB ¢ CI'T u Heo6-
XOIMMOCTH 3aILUTHI OT YJIBTPa(UONIETOBOTO 00TyYeHHs (B TOM
qucIie ucnonb3oBanue kpema ¢ SPF ¢unsrpom).

B Hacrosmee BpeMs MalMeHTKa HAXOAUTCS HA JUHAMUYE-
CKOM HaOIIIOICHUH Y TIe/IaTpa, JETCKOTO OHKOJIOTa, SHJ0KPH-
HOJIOra, IEPMAToJIora, JETCKOro XUpypra 1o MeCTy KUTEJIbCTBA,
perymnsipHo npoxonuT MPT-uccnenoBanue ronoBHOro Mo3ra
¢ KoHcynsTanuel Helipoxupypra. [Inanupyercst moBTopHas mia-
HOBAasi FOCIUTAIN3ALUS C IOTAHBIM yAaTeHHEM JOCTYIHbIX
ouaroB BKP koxu ckanbna, 1uua, TyJIOBUILNA, KOHEYHOCTEH.
Takske 6uoncuitablii Matepuasn BKP ornpasien ans npo-
BEJCHUS MOJEKYISIPHO-TEHETUUECKOTO uccnegoBanus FMI
C LIeTIbIO NTOMCKA MATOTEHHBIX COMAaTHYECKUX BApUAHTOB JUIs
JaIbHEHIIero Ha3Ha4eH!sl TApTeTHOM MM MIMMYHHOM Tepanuu.

Oobcy:xnenue

Cunppom I'opnuna-T'onbla — CI0KHOE MyTBTHCUCTEMHOE
3a00JIeBaHME C BHICOKOH MEHETPAHTHOCTBHIO M BapHalellb-
HOH 3KCIIPECCUBHOCTBIO. B HacTodIel cTaThe NpeacTaB-
JeH knuHudeckui caydail PTCHI-accouuupoBansoro CI'T
¢ Meny/uto0acToMoii M arpeccuBHBIM TeueHHeM bKP koxu
¢ MaHuecTanuei B paHHEM Bo3pacTe.

Puck pasButusa mexymuioonactomsl y nanuentos ¢ CI'T
cocraBnseT 3—5 %, cpeqHuit Bo3pact aedrora — 3 rona [3].
MenysobnactoMa MOXeT OBbITh NTEPBBIM POSIBIICHUEM CHHJIPOMA,

ocobenHo y maruenToB ¢ SUFU-accoumupoBanubiM CIT [6],
B TO BpeMsi Kak npu MyTauusix B rene PTCH1 ona écmpeyaemcs
MeHee ueM Y 2 % nauueHTos [7]. B npuBeeHHOM KIIMHUYECKOM
HaOITIOICHIN MeTyITo0IacToMa ObLIa TMArHOCTUPOBaHA TAKKE
B 3 roza, 10 MOSIBJICHUS XapaKTEPHBIX N3MEHEHUN KOXKH.

BKP sBasieTcss caMbIM 4acThIM 3J10Kau4€CTBEHHBIM HOBO-
obpazosanuem y nanuentos ¢ CI'T. K Bospacty 50 et BKP
nuarHoctupyercs y 80 % nmauueHToB, IpuyeM KOJMYECTBO
OIyXOJIEH BapbUPYET B IUUPOKUX IMpelienax — OT SAMHUYHBIX
04aroB JI0 TOTAJILHOTO MOpaxkeHus koxu [8, 9]. CpenHuiil Bo3-
pact quarHoctuku BKP cocramisier 25 net, oqHako onvcaHbl
cirydan MaHA()ECTAUH OIyXOJIH B IETCKOM U TIOIPOCTKOBOM
Bo3pacte [ 1]. Kmuuanueckoe teuenne BKP mpu CI'T ananorudxo
crniopaguaeckuM dopmam [1, 2, 10]. ns repariu pacnpocrpa-
HenHoro bKP y nanuenTos ¢ PTCH!-accouuupoBadabiM CI'T
BO3MOKHO IIPUMEHEHUE TAPreTHOM Tepanuu npenaparamu
BHUCMOJICTHO ¥ COHOIIETHO, KOTOPBIC TIOKA3aITH BRICOKYTO 3 (eK-
TUBHOCTH Y B3pOCIIBbIX HMauueHToB [11]. Y Hamiel nanueHTku
nepsble ouard BKP nosBunuce B Bozpacte mectu Jjiet. K Bo3-
pacty 11 et HaOMOIATIOCh MHOXKECTBEHHOE ITOPAKEHHE KOXKHU
JIMLA, BOJIOCUCTOM YacTH TOJIOBBI, TYJIOBUIIA, KOHEYHOCTEH.
[TaunenTKe Ha3HAYEHO MPOBEACHUE MOJIEKYIISIPHO-TeHETHYe-
CKOT'O HCCIIEIOBAHUS TKAHU OIYXOJIH JJISl IOMCKA MaTOr€HHBIX
BapHUaHTOB U Ha3HAUEHHS TApreTHON WM UIMMYHHOW Teparuu.

U3 cemeiiHOTO aHaMHE3a U3BECTHO, YTO MIIQIIIUI Opar
MAIMEHTKU TTOTHO B BO3PACTE 2 JIET OT OITYyXOJIH MO3XKCUKa,
y otua B Bo3pacte 16 net nuarnoctupoBad BKP koxu, uto
MO3BOJISIET MPEANOI0KUTH HATMYUE HACIIEICTBEHHOTO OITy-
XOJIEBOT'O CHHJIpoMa B ceMbe. CBOEBpPEMEHHAsI JUarHOCTHKA
CIT, ¢ omHOIT CTOPOHBI, TO3BOIMIIA OBl H30€KATh TIPOBEIICHUS
JIy4eBOH Teparuu y OTLA U MPEAYIPEAUTh POCT HOBBIX OUaroB
BKP. C npyroii cTOpOHBI, IpH COOMFOICHUN CPOKOB CKPUHHHTA
Menymioonactoma U BKP y manueHTku ObUTHA OBI YCTaHOB-
JICHBI Ha paHHUX cTaausax. OQHAKO, BBUAY IOIUMOpdu3Ma
KIIMHHMYECKOW KapTHHBI U BAPHAOEIBHOCTH BO3pacTa JieOrora
OITyXOJeBhIX 3a00eBanuii quarHoctuka CI'T yacTo BEI3BIBacT
CJIIOKHOCTH y Bpavyel HEMPOQPHIBHBIX YIPSIKICHUI.

ITanmentsl ¢ CI'T 10mKHEBI HAXOAUTHCS IO, TIATENHHBIM
JUHAMHYCCKIM HaOIFOJICHUEM C TICPBBIX JICT JKU3HU BBHILY
BBICOKOTO PUCKA PA3BHUTHS OITYXOJICBBIX 3a00JICBaHU B paHHEM
Bo3pacre. JlJisi 3TOro B CeMbSIX € OATBEPKACHHBIM JUarHO30M
JIOJKHO MTPOBOANTBCS KACKaAHOE TeHETHYECKOE TECTUPOBAHKE
BCEX OMIMKANIIMX KPOBHBIX POACTBEHHUKOB. [Tpu Hammanu
BBISIBJICHHOT'O ITaTOI'€HHOT'O BApPUAHTA B CEMbE BO3MOXKHA IIpe-
HaTaJibHasl U TpeIMMIUIaHTAllMOHHAS AUAarHOCTHKA.

3akinoueHune

Cunnpom 'opnuna-T'onbia npencrasiser coOoi ciIox-
HOE MYJIFTHCUCTEMHOE 3a00JIeBaHIE C BBICOKOW IIEHETPAHT-
HOCTBIO U BapHaOelbHOH 3KcIpeccuBHOCTHIO. Ha mpumepe
KJIMHUYECKOTO CIy4dasi IPOJEMOHCTPUPOBAHBI KIIIOUEBbIE
acriexktsl CI'T: panHee pazBuTHE MeTyII00JIaCTOMBI, arpec-
CHBHOE TeUeHHE 0a3aJIbHOKJICTOYHOTO PaKa KOXKH M HaJIU4IHe
ceMelHoi ncropun 3aboneBanus. OQHAKO 3TO HE 3aCTaBHIIO
3anono3puts CI'T BpauaMu Mo MeCTy >KMTENbCTBA BBUILY
HU3KON OHKOJIOTMUECKOI HACTOPOKEHHOCTU U OTCYTCTBUS
JIOCTaTOYHON OCBEJOMIIEHHOCTH O KIIMHUYECKOM T€UEHUU
OHKOACCOLIMUPOBAHHBIX T€HOAEPMATO30B.
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JHuarnoctuka CI'T TpeOyeT KOMILIEKCHOTO TTO/IX0/1a, KOTOPBIH
BKJIFOYAET MCTIOJIb30BaHNE KIIMHUYECKUX KPUTEPHEB U IPUMEHE-
HHUE MOJIEKYJISIPHO-TEHETUYECKOro uccienoBanus renos PTCH 1
u SUFU. Benenyie nanyeHToB Nperionaraet TIATeNnbHOE JMHAMH-
yeckoe HalJrofieHne, M30eraHue YasTpadHoeToOBOro 00Ty deH s
U JTy4eBOH Teparuu, Kak MeTo/ia JISYeHHs 0a3aJIbHOKJIETOYHOTO
paka KoXu, a Tak)Ke PHMEHEHHE TapreTHON Tepalruy IIpu pac-
npoctpaneHHbIX Gpopmax BKP y B3pocnbix nmanmeHToB.

Oco0yro mpobiaeMy MpenCcTaBIsIOT HAIlUCHTH ¢ MHOXKE-
ctBeHHbIM BKP koku, Kak B OIMCaHHOM Cilydae, BBUJy He-
BO3MOYXHOCTHU NPUMEHEHHS TAPTeTHON Teparny n3-3a pucka
BBICOKOH TOKCHYHOCTH. HeoOX01MM OMCK HOBBIX MHIIEHEH
JUIS JIEKAPCTBEHHOT'O JICYSHNUS TIEJMaTPUIECKUX MalleHTOB.
[Ipr MHOXXECTBEHHOM OITYXOJIEBOM IOPAKEHUN KOXKH B Ka-
YECTBE JOIYCTHUMBIX CITOCOOOB JIOKAJILHOTO KOHTPOJIST BO3-
MO’KHO HCIIOJIb30BaHHE JIa3€PHOTO U PaJMOBOJIIHOBOTO METO/IOB
nectpykunu. KackagHoe reHeTnueckoe KOHCYJIBTHPOBaHNE
U IIpeHaTaIbHasl JUarHOCTHKA UTPAfOT KITIOUEBYIO POJIb B IIPO-
¢unakTrke 3a00J1€BaHUS CPEAN POACTBCHHUKOB MAIINEHTOB.
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