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6 OuazHoCMuKe U U3y4eHUu 31Moli namosnoeuy, éedeHue NAKUEHMo8s ¢ AnbOUHUSMOM OCAemcs Henpocmoti 3adad4et,
o0cobeHHo Ha PoHe conymcmeyrousux 3abonesaruil. OOHY U3 maxkux npobnem npedcmasnaom aHOMAbHbLe
MamouHble KPosomeueHUs, mpebyloujie MuyamenvHo20 U CNeUUAnU3UpoBanHozo n00xX00a K 1eHeHUr.

B cmamve npedcmasnen KnuHu4eckuil cay4ati peuuousUpyousux AHOMAnIbHbIX MAMOUHBIX KPOBOMeueHUl

6 nybepmamnom nepuode y NAYUEHMKU ¢ AnbOUHUSMOM. AHANIUS CTyUas NO3607em 27y OxHce NOHAMb CneUUPUKy
8e0eHUsT NOOPOCNKO6 C PEOKUMU 2eHEMU1eCKUMU 3a0071e6aHUAMU, OCTIONHEHHBIMU 2UHEK0NI02UYecKOll namonozuel.

Kniouesvie cnosa: anv6unusm, aHomanvHole MAmouHvle KPosomeueHUs, NOOPOCMKOBAS 2UHEKON02US,
penpodyxkmueHoe 300p06ve, KIUHUYECKULL CTyHail
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AKTyanbHocTb

ABOVMHU3M TIpefCTaBIseT COO0I PEIKOe TeHETUIECKOe
3abo/IeBaHNe, XapaKTepU3yIOLeecs: AepUIITOM W TIO/-
HBIM OTCYTCTBMEM IIMTMEHTA Me/IaHMHA B KOXKe, BOJIOCAX
” T1a3ax. [J1a30KOKHBIN anbOVHU3M — OffHA U3 Hanbosee
pacmpocTpaneHHbIX GOPM aTbOMHM3MA — He TOTIbKO OIpe-
mernsieT GeHOTUNMIECKIe 0COOEHHOCTI, HO U TIPUBOLUT
K BBIP2>KEHHBIM CHCTEMHBIM HapyurenysM. K ancry Takux
HapYILIEeHNIT OTHOCATCA YXYALIeH)e 3peHNs, CBETOOO0sA3HD,
HIJCTAarM ¥ HOBBIIIEHHBIN PUCK PasBUTHS KOXKHBIX 3a6071e-
BaHWi1. HecMOTps Ha porpecc B M3yYeHMM T€HETUYECKIX
OCHOB IVIA30KOKHOT'O a/IbOMHM3MA, OCTA€TCS MHOXKECTBO
HepelIeHHbIX BOIIPOCOB O €r0 BIIVIAHUM Ha Jpyrue cepbl
3[0POBbsI, B YACTHOCTY Ha PENPOSYKTUBHYIO CUICTEMY.
AHomabHble MaTOuHbIe KpoBoTeuenwst (AMK) y mogpocr-
KOB — PacHpOCTpaHeHHasl IMHEKOIOTMYeCcKasl mpobieMa,
CBsA3aHHAS C OTK/IOHEHVSIMU B [UIUTE/ILHOCTY, OObeMe U Ya-
CTOTe MEHCTPYa/IbHBIX KpoBoTedenwil [1]. CriekTp npu4mH
Bo3HMKHOBeHM:A AMK f0cTaTo4HO HIMPOK — OT TOpMO-
HAJIBHOTO [iyicOaiaHca 1 KOAry/IomaTuii 0 CTPYKTYPHBIX
QHOMAJIVIT M CUCTEMHBIX 3a60rmeBanmii [2]. B mogpocTkoBOM
BO3pacTe MOfI0OHbIe HAPYIIEHUS KPUTUYECKN 3HAYVIMBI,
HIOCKOJIbKY CIIOCOOHBI BIVATH Ha (Py3MUecKoe 1 ICUX03MO-

L[IOHA/IbHOE COCTOsIHYE, KA4eCTBO JKM3HM U COLMATIbHYIO
a/IANITALINIO.

CoyeraHne rasokokHoro ampomamnsma 1 AMK y mogpoct-
KOB IPEJCTAB/IsAeT 0COOBII MHTEpeC IS METULIMHCKIX JIC-
crepoBareneit 1 kmmanuucTo. D. Obeng-Tuudah u coasr.
BBIIOJTHWIV CUCTEMATNYeCKUIT 0630p HaHHBIX 17 JKeHIINH
C TIOATBEPXKJEHHBIM CcUHApoMoM lepmanckn — Ilymiaka
(Hermansky — Pudlak syndrome, HPS). ¥ 8 (53%) n3 15 ma-
I[VIEHTOK OTMEYa/IICh TAKeTble MEHCTPYa/IbHblE KPOBOTEYe-
Hys [3]. B 29% cny4aes umenHo AMK cranu nepBbIM K-
HMYECKVM IIPOsIB/ICHMEM 3a00/IeBaHNsI, YTO OTUEPKIBAET
3HAYMMOCTD HapYILIEHNIT FeMOCTa3a IIPY 9TOM 3a00/IeBAHNIL.
VX pasBuTHe CBA3AHO C epUIMTOM §-TpaHyT TPOMOOLM-
TOB, YTO NMPUBOAUT K AUCQYHKINM IEPBUYHOTO IeMOCTa3a
1 TIOBBIIIEHHOI CKTIOHHOCTY K KPOBOTEYEHMAM.

B MmpoBoIi muTepaType MMEKTCA eNVHIYHbIE OIMCAaHNA
IOIOOHDBIX CITy4aeB y IOJAPOCTKOB, B TOM 4uc/ie 13-neTHeit
MALMEHTKN C [JIa30KOXKHBIM anbonuuusmom 1 AMK, pesn-
CTEHTHBIMI K CTaHJAPTHOUI Tepanuy [4]
[Mato¢usnonorndeckue MeXaHU3MbI, JIe)Kalllie B OCHOBE
TaKMX COCTOSIHUIL, MOTYT ObITb B3aMIMOCBSI3aHBIL, YTO YC/IOX-
HAET AMATHOCTHKY ¥ JIedeH e, VI3ydeHre COOTBETCTBYIOMINX
KIVHIYECKMX C/Ty4aeB IIOMOTaeT He TOIBKO YITTyOUTb IOHU-
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MaHue 3ab0jIeBaHmit, HO U paspaborars 6onee apexTus-
HbIe V1 MH/IVIBUJYa/IM3V[POBaHHbIE IOXOJbI K TEPAIIVINL.
KpoMe Toro, KoMIIIeKCHOe MccrefoBaHye MaMeHTOK ¢ aIbou-
HusMoM 1 AMK MoykeT BBIABUTD HOBbIE aCIeKThI TaTOTeHe3a
STUX COCTOAHMIA, YTO OYJIeT CLIOCOOCTBOBATD YTy YIIEHIIO METO-
JIOB AVIarHOCTYKY VI TePAIi. ITO 0COOEHHO BaXKHO B IIOAPOCT-
KOBOJI Me[IVIIVHE, Tie CBOEBPEMEHHaAA 1 TOUHAA AMATHOCTIKA
UTpaeT KIIOYeBYIO PO/b B IPETOTBPALIEHNI JOITOCPOYHBIX
OCTIO>KHEHWIA U YTy dIIeHVY Ka4ecTBa XKI3HN MALVEHTOK.

B HacTosAIIee BpeMs MPONO/DKACTCA IOUCK TeHOB, MyTa-
LMY KOTOPBIX OTBETCTBEHHBI 3a ITIA30KOXKHBII abOMHI3M
U penKyue CMHApoMajbHble GopMbl abbuHu3Ma. Hanpu-
Mep, B 2020 T. 6bI/IH OIVICAaHbI {BA HOBBIX 3a00/IeBaHMs, CBA-
3aHHBIX C ITTA30KO>KHBIM /IbOMHI3MOM 8-T0 THIIA U a/IbOM-
HusmoM 11-ro tuma (HPS) [5].

IIpencraBnsaeM KIMHMYECKUIA CITy4all MOZPOCTKA C IJIa-
30KOXKHBIM albOMHM3MOM U peryauBupytomumu AMK.
AHaymn3 3TOro C/Iy4as MO3BOMINT BBIABUTD NOTEHIMAIbHbIE
MaTO(U3NOIOTMIeCKIe MeXaHM3MBI, e)Kalllie B OCHOBE Ta-
KOTO COYeTaHVIsT, HAMETUTD [IOAXOMBI K IVATHOCTHKE IOR00-
HOJI ITaTOJIOTYY, @ TaKoKe IITy0yKe MOHATb TaKTUKY BeeHVs
HOJPOCTKOB C PENKMMM TeHETMYECKIMI 3a00/IeBaHAMIL,
OCTIO>KHEHHBIMY TVHEKOJIOTUIeCKIMY 3a007IeBaHIAMIL.

Knunuvecknii cyvait

IMaumenTxka K., 13 net, rocnuramsuposana B Poccuiickyro
JIETCKYIO KIIVHUYECKYI0 OOMBHMUILY € XKa/o6aMu Ha peryiiy-
Bupytoume AMK 11 061/IbHbIe MEHCTPYaIiL.

AHamHes3 3aboneBaHuA

Menapxe B 12 jiet (vrormb 2022 I.), LK Hepery/ApHbIL Briep-
Bble ¢ AMK rocnmranusupoBaHa B CeHTAOpe TOTO >Ke Tofa:
HpOoBefieHa KOHCePBATUBHA TeMOCTATIIeCKas Teparis — 6e3
addekTa; MOCTIeRYIOMNIT TOPMOHA/IBHBIN FeMOCTa3 IIperapa-
TOM, COfIEP>KAIVIM STVHIWIICTPaanon 30 MKT 1 Jie30recTpern
150 MKT, Ban IONOXXUTeNbHbI 3¢ ¢ekT. B mexabpe 2022 .
(12 nret 10 mecsinieB) — permmyB AMK. Anemus cpenHeii cte-
HeHN TsDKecTH (ypoBeHb remornobuHa — 82 r/im). [IpoBeneHo
Hiepe/IBaHye TPEX 103 SPUTPOLUTAPHON B3BECH C YHa/IeH-
HBIM JI/IKOTPOMOOLIUTAPHBIM c/IoeM. B xopie ynbrpassyko-
BOTO VICCTIENIOBAHMA OPTaHOB MaJIOTo Tasa OOHapy>kKeHa I'i-
nepyIasyA sHaoMeTpyA — 13 Mm. ITpu 1iBeTHOM IyTIIEKCHOM
CKaHMPOBAaHMM BeH IIPaBOJ KOHEYHOCTY BBIABJIEHBI 9XO-
IPU3HAKY OKKIIO3MBHOTO TPOMO03a J1aTepajIbHO TTOIKOX-
HOJL ¥ KyOUTaIbHOI BEHBI CIIpaBa HEU3BECTHOI JABHOCTIL.
JIna yTo4HEHMs TeMaTONOIMIeCKOro CTaTyca IaIliieHTKa
IIPOKOHCY/IBTHpOBaHa remarosniorom. Ilo pesymbraram ocMo-
Tpa YCTAHOBJ/IEHBI AMATHO3BL: 303MHOMI/INS, TOTOBHbIE 607
HAITPsDKEHNSA, TOCTTEMOPPArndecKas aHeMIsA B aHAMHESE.
IIpoBenen Kypc rOpMOHANIbHOTO T€MOCTa3a, OC/Ie 9ero I-
HEKOJIOTOM II0 MECTY >XUTETbCTBA Ha3HAYEH IPEapaT Aul-
porecrepoHa 10 Mr fiBa pasa B leHb BO BTOPOIT (pase LKA
B TedeHIe IiecTy Mecsnes. Ha ¢one Tepamy MeHCTpyanmm
pery/ipHble, HeoOwbHbIe. B mone 2023 1. npenapar gua-
porectepoHa oT™MeHeH. B koH1ie aBrycra 2023 I. TOABUINCDH
Ma)Xy1Iye KpOBsHbIE BbIJIE/IEHNs U3 TIOTIOBBIX Iy Tell. B ceH-
ta6pe 2023 . — Tpetnit smmsox AMK. TocnmranmsupoBana
B PalfOHHYI0 OO/IBHMILY, Ie GbUI HaYaT TOPMOHA/IBHBIIL Te-
MOCTa3 IIperaparoM, COiepKallyM STUHUASCTpaguon 30
MKT U fesorecTpen 150 MKr mo 1/2 TabmeTky IecTb pas

AKyLLIEpCTBO 11 TUHeKonorna

KNMHNUeCKkaa npakTuka

B JIeHb C MOCTIEAYIOIVIM ITOCTENIEHHBIM CHVDKEHVEM KPaTHO-
CTY IIpMeMa JIO OFHOI TaONeTKY B CYTKY B TedeHue 21 THA.
ITocrne 3aBepiiieHNA Kypca FOpPMOHATbHOTO FéeMOCTa3a Maliy-
€HTKe HasHa4WIm Jupporectepod 10 Mr iBa pasa B IeHb BO
BTOpOI1 (ha3e MEHCTPYaIbHOTO IMKJIA B TeUeHNe TPeX Mecs-
1eB. B jornonHeHne k sToMy HasHada/m GOMIEBYIO0 KUCTIOTY
500 mxr/cyT u ButamuH D 1000 ME Ha ToT >xe cpok. C aBry-
cra 2023 1. 1o Mait 2024 I. TAUMEHTKY TPYDKIbI TOCTINTAIIN-
3MPOBAIN I/IsL CTALMOHAPHOTO JIeYeHNsI, IPOBeTeHMs 06-
CJIEMIOBAHIIA Y OIIpefe/IeHNA Ia/IbHENIIeN TAKTUKY BEEHNA.

AHaMHe3 X13H1

Pe6eHOK OT BTOpPOIT GepeMeHHOCTH, POTeKaBIueil 6e3
OCTIO>KHEHMIA, POJibI CAMOCTOATE/IbHbIE, B CPOK. [I/I1Ha Tema
IIpu poXxaeHuu — 52 cM, macca - 3400 .

C Tpex Mecs1ieB COCTOUT Ha AVICIIAHCEPHOM Y4eTe y HeBPOJIO-
ra: IlepyHaTaIbHOE TOpaKeHe [IeHTPa/IbHOI HEPBHOM CHCTe-
Ml Crurmel nu3aMOproreHesa. 3afiep)kka IICUXOMOTOPHOTO
passutust. HabmopaeTcs1 y odrambmosiora 1 Bpada-reHeTyKa:
BPOXXICHHBII IIOPOK PasBUTA, I/IA30KOXKHBIN THUII aTbOy-
HJ3Ma, ayTOCOMHO-PeLleCCUBHBII XapaKTep HacTeOBaHMA.
YactuuHas aTpodus 3pUTENbHBIX HEPBOB. TMMOMeTausL.
Koncymnbrarus xappyonora oT 2012 I.: KapAMOMMOIATHAL.
HacnencTBeHHOCTDb: HapyllleHMe CBEPTBIBAHMA KPOBU
€O CTOpOHBI MaTepu (He 00CTIenOBaHa).

Menapxe B 12 n1eT, MEHCTPYaIbHbII LMK/ YCTAHOBUIICA
Cpasy: MeHCTpyauuu 1o 7-8 gHei, yepes 28—-40 nHeii, yme-
peHHble, 6e360/1e3HeHHbIE.

Ou3nKanbHas [NArHOCTUKa

Macca tena — 53 kr (nepuentunb 50-75%). Poct — 153 cm
(mepuenTmnb 3-10%). MHmexc mMaccer Tenma — 22,64 Kr/m?
YacToTa cepfiedHbIX COKpaieHuit — 70 ya/MuH. ApTepuann-
Hoe fiaByteHne — 110/65 MM pT. cT. ToHBI cepAlja pUTMUIHBIE,
sAcubple. [llymos Het. JKuBoT MATKNMI1, 6€36071€3HEHHBII, [10-
crymeH mry6okoit nanprnanyu. CTy pery/sipHslii, odop-
MJIEHHBII, 6e3 MaTo/mornyecKux mnpumeceir. Movencny-
ckaHne 6e36071e3HEHHOE, 1ypes3 afeKBaTHbIL. CUMITOM
TIOKO/IAYMBAHNS OTPULATEbHBIIL.

[MHeKonorYeckInin 0CMoTp

Ax3 Ma3 Pb3 Me 12 mo Taunepy [6]. OBonocenne
0 XXeHCKoMy Tuiry. Hapy>kHble [I07IOBble OpraHbl pasBi-
THI ITpaBWIbHO. KiTop He yBermrdeH. [leBCTBeHHaA I/ieBa
3CTPOreHU3NPOBAHA, He IMIIEPEMMPOBAHA. Bbifjenenus
V3 IIOJIOBBIX IyTell KPOBsiHble, 00M/IbHbIE. BrMaHyanbHOe
MCCIENOBAaHE: MATKA B CPEAVHHOM IIO/IOXKEHNUM, He YBeII-
YeHa, IJIOTHAsI, TOfBIDKHas, 6e360resHenHast. [Iprumartku
¢ 06enx CTOPOH He OIpPENeITCS, 00/1acTp ux 6e360res-
HEHHasL.

JlabopatopHas 11 IHCTPYMeHTasbHas AUarHoCTAKa
Knunuueckuil ananus xkposu, Moy, 6UOXUMUHECKUTI AHATIU3
KPOB1i: OTK/IOHEHVII HE BBIABJIEHO.

TopmonanvHuiii npodunv: TUPEOTPOIHBI TOPMOH —
1,447mEn/n(0,47-4,13),cBO60BHBII THPOKCHH — 11,36 IMOTB/ 1T
(10,04-16,91), moTenHn3upyrouii ropMoH — 8,16 ME/m (0,4
6,5), QOITUKYIOCTUMY/IMPYIOLIIIT TOpMOH — 7,24 ME/m (0,3
7,8), actpapuon — 244,22 nimons/n (0-936), nmporecTepoH —
10,2 umone/n (0-3), Tecrocrepon — 1,4 Hmonb/n (0,36-1,54).
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Ynvmpaseyxosoe uccnedosarie 0pearos manozo masa. JeHb
nykaa — 19. MaTka pacrnonoxeHa CpefyHHO, anteflexio.
Pasmepsl Tena matku 51 X 33 x 43 mm. Ileiika MaTku 34 X
21 MM. YTOII MEXZy Te/IOM M LIEMKON BbIpa’kKeH XOPOILO.
CrpykTypa MyoMeTpus ogHopopHast. IToocTb MaTky 1 1ep-
BUKAJIbHBIN KaHA/I He PacIIipeHbl. TommyHa sHAOMeTpIA
(M-9x0) 11 MM, cTpyKTypa ogHOpopHas. IIpaBblil AM4HNK
26 % 19 X 18 MM, ¢ HeCKONbKIMY (OTIUKYIAMI MaKCHMAJTb-
HO 710 7 MM. JIeBbIit smaHMK 31 X 14 X 22 MM, C HECKOTTbKUMMU
¢bommkynamy MakcumabHO 10 8 MM. CBOOOHAS XKIAKOCTD
B MaJIOM Ta3y He BbIAB/IEHA. 3aK/IIOYeHNe: HA MOMEHT MCCrIe-
JOBaHM IATO/IOTMM OPTaHOB MAJIOrO Ta3a He 0OHAPY>KEHO.

[penBapuTeNbHbIi AUarHo3
YcraHoB/IeH npenBapuTenbHblit ayarHo3: AMK my6eprar-
HOTO Hepuopa. ATbOVHM3M, T/Ta30KOXKHBII THIL.

TlnHamuKa n ncxoppl

IIpoBenena KoHCepBaTUMBHAA MEMKAaMEHTO3HAA Tepanusa
C TIOJIOXXUTENbHBIM 3¢ deKkToM (TpaHeKcaMoBas KMUCTIOTa
1000 Mr Tpu pasa B CyTKM B TeUeHMe YeTbIPeX JHelt).
XpOHOTIOrNSA K/TI0UeBbIX COOBITHIT IIpeficTaB/IeHa Ha PUCYHKE.

06cyxpenne

AbOVMHYBM — IPYIIIA HACIEACTBEHHBIX HAPYILEHNIT, XapaK-
TEPUSYIOIVXCA TOTHON MM YaCTMYHO ITOTepell MUIMeHTa
Me/IaHVHa B KOKe, BOJIOCax M IMasax [7]. Pacmpocrpanen-
HOCTb a/IbOMHM3Ma 3aBVICUT OT PernoHa u nonyuym. B Es-
pot1e anbOMHN3M BCTPEYAETCs IPUMEPHO Y OBHOTO 13 20 ThIC.
yenoBek. B CIIIA n Poccuy maHHBIN ITOKa3aTelb COCTAB/ISIET
HpUOIM3UTENBHO OIVIH CITyYaif Ha 16 Thic. denosek. Ha ad-
PVYKaHCKOM KOHTUMHEHTE PacpOCTPaHeHHOCTD albOMHI3MA
3HAYMTE/BHO BBILIIE — OVH CITy4ali Ha 4-5 ThIC. 4e/oBeK [8].
AMK mnpefcTaBIsaioT co60it 3SHAYNMYIO0 THHEKOTIOTYECKYI0
po6iemMy, 0CO6eHHO B IIOAPOCTKOBOM BO3PACTe, KOT/A pe-
IIPOAYKTUBHAA CUCTeMa HAXOOUTCA B CTaiIUM CTAHOB/IEHNA
U HOfBep)KeHa pasIMYHbIM HapyureHusaMm [9, 10]. Imaso-
KO>KHBIIT a/IbOMHM3M — PelKOe TeHeTIIeCcKoe 3aboreBaHIe,
XapaKTepusyrolleecss HapyIIeHMeM MUTMEHTAUI KOXII,
BOJIOC 1 I7Ia3, a TaKoKe COMYTCTBYIOMIMMY CUCTEMHBIMM Ha-
pyuennsamu. HecMOTpst Ha sHaYMTENIbHOE KOMMYECTBO JC-
CTIeNOBaHMIA, TTIOCBALIEHHDIX KOKIOMY M3 3TUX COCTOSHMIA,
CTy4ay MIX COYETAHNA OCTAIOTCA MA/ION3yYEHHBIMIL.
[71a30KOXKHBIN aTbOMHU3M IIpefcTaBiAeT coboil ayTo-
COMHO-pellecCUBHOe 3ab0/eBaHMe, 00YC/IOB/IEHHOE IO
HBIM OTCYTCTBMEM WM CHIDKEHMEM CHMHTE3a METaHN-
Ha B MemaHouuTax [11]. ¥V maumeHTOB ¢ JaHHBIM TUIIOM

aIbOMHIM3MA KOMNYECTBO METAHOLUTOB B SIUAEPMIICE
U BOIOCSIHBIX (POJUIMKY/IAX OCTAETCS HOPMaJIbHBIM, OfHAKO
MEJTAHMHOBBII IUTMEHT ITOTHOCTBIO VM YaCTUYHO OTCYTCT-
ByeT. Y JIHI] C I/Ta30KOXXHBIM a/IbOMHI3MOM HaOMIOfjaeTcst
HeCroCOOHOCTb OKVUCIIATD TUPO3UH [0 L-Irokcndennana-
HIHA [IOCPECTBOM THpo3nHasbl. Kak ciefcTBie — 6/1egHblit
I[BET KOXKU, CBET/Ible VIV OeJible BOMOCHI, KpacHbIE I71asa.
[Tpy HanmMM4YMy NUTMEHTALMY Pafy>KKU IIBET I71a3 MOXKET
OBITH 3€/IEHOBATO-TOMYOBIM M/ CBeT/I0-KapuM. CriefryeT OT-
MeTHTb, YTO (peHOTUIIYECKAs BapUabeIbHOCTb aMbOMHN3-
Ma 3Ha4YMTe/NTbHA — OT IOJTHOTO OTCYTCTBMA IMUTMEHTALN
BOJIOC, KOXKV 1 I71a3 JI0 He3HAYNTENbHOI eI MEeHTALIVIV.
/3-3a cHYDKEHVIA WM OTCYTCTBISA MeTTaHMHA NI C b~
HM3MOM 00/1aJIaf0T BHICOKOI BOCIIPUMMYMBOCTBIO K BPEIHO-
MY BO3JIEICTBHIO Y/IBTPadII0/IeTOBOTO U3TydeHNA. Y MHOTVX
mopielt ¢ aIb6MHM3MOM K 30 rofiaM pa3BUBAIOTCA aKTUHIYeE-
CKMII KepaTo3 WM 3/10Ka4eCTBEHHbIE OITYXO/M KOXM, Ipe-
VIMYILIECTBEHHO IUIOCKOK/IETOUHAs 1 6a3aTbHOK/IETOUHAs
kapuuHoMa [11]. ITocmencTByst 370Ka4eCTBEHHBIX HOBO-
06pa3oBaHMIT KOXM — OfHA V3 BENYILVX IIPUUNH PaHHEN
CMepTH Cpefy MALMeHToB ¢ anbouansmoM [12, 13]. 3moka-
JeCTBEeHHBbIe HOBOOOPAa30BaHMA KOXKI OObIMHO Pas3BMBAIOT-
Cs1 Y MOJIOAIBIX B3POCTIBIX C alIbOMHU3MOM IIPY OTCYTCTBUI
(OTO3aIINTHI OT COTTHEYHOTO U3TyYeHVA. Y TaKyX HalyieH-
TOB OITyXOJIN, KaK IIPABIUJIO, MHOYKECTBEHHBIE I OMO/IOrIec-
KI arpeccHBHbIE TI0 PYPOJE, XOTS MeTAHOMA BCTPEYaeTCs
penxo. HoBoo6pasoBanys Jalle TOKanusyorcsl B obmac-
TI TOJIOBBI 1 1lIeY — Ha YYaCTKaX, Hanboree MOJBEP>KeHHbIX
BO3JICIICTBUIO YIbTPadMONeTOBOrO U3TydeHns. V3-3a ux
BBICOKOJ YyBCTBUTEIIBHOCTYU K YIBTPa(puOIeTOBOMY 13-
JIy9eHMIO JIULIAM C aTbOVHI3MOM PeKOMEHIYIOTCS ITOTHAsS
3alyTa OT COMHIA U PETY/IAPHBIE AePMaTONIOTIecKue 06-
CTTefIOBaHMA KOKTble IEeCTb MecsALIeB WM JYallle.

Awnanus cooTBeTCTBYIOYX paboT, pasMertieHHbIx B PubMed,
nokasai, yto AMK moryT 6bITb Xapakrtepns! w1 HPS. Sto
penKoe ayTOCOMHO-peliecCHBHOe 3ab0/eBaHye, Xapak-
Tepusylolieecs ITTa30KOXKHBIM aIbOMHM3MOM, JedeKToM
§-rpaHyn TpoMOOLINTOB, HapyIIEHNEM TeMOCTa3a U CKJIOH-
HOCTBIO K KpoBOoTedeHMAM [14, 15]. PacmpocrpaHeH-
Hoctb HPS B 06111ei1 momy/Anym cocTap/IAeT OfyH CIydail
Ha 100 000-1 000 000 yemoBeK, OfHAKO 3ab0/IEBaHME YACTO
OCTaeTCsl HeIMATHOCTMPOBAHHBIM, OCOOEHHO B PeTrMOHaX
C HU3KOJI IOCTYITHOCTBIO MOTIEKY/LIPHO-TeHEeTIIeCKOrO Te-
cTupoBaHu [3, 16]. MakcumasbHas 4acToTa BCTPe4aeMOCTH
HPS saperncrpupoBana B ceBepo-3anajHoii yactu IIyspro-
Puixo - oguu crryyait Ha 1800 yenoBek. Kaxxpiii 20-11 xxurenb
[IAHHOTO PETVOHa ABMAETCSA HOCUTeNeM MyTauun [3].

AHeMMA cpefiHell CTeTIeHN TSKECTH C TOC/Ie YoM
TiepeNBaHUEM SPUTPOLUTAPHON B3BECH

TopMoHanbHbI reMocTas ‘

Menapxe - 12 et 4 Mecana

Ilepsprit smmson AMK -
12 et 6 Mecs1eB

Bropoii smmson AMK -
12 ner 10 mecanes

Tpertuit smmson AMK -
13 net 6 Mecs1ieB

Masxymye BbIfiefleH) s TI0CTIe OTMEHBI
JupporecTepona — 13 et 5 MecAnes

OrcyrcrBre a¢ddexTa OT KOHCEPBATMBHOI TepaIi,
HaJyaT TOPMOHA/IbHBII TeMOCTa3

C 12 net 10 MecsALeB — TOPMOHA/IbHBII FeMOCTa3 B TeUEHNe
3 MecsiLieB, ajiee IIpyeM AUAPOrecTepoHa BO BTOPoii dase IyKiIa

Xpouonozu;z Kntouesvlx conmuﬁy navueHmxu K. ¢ anomanvhoimu mamounvimu KposomeueHuAMuU ny6epmamuozo nepuoba

U anvOUHUZMOM
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Y>Ke YIIOMMHABIIMIICS cucTeMaTndeckuit 063op D. Obeng-
Tuudah D. u coaBT., IOCBAIEHHBII aHA/IN3Y TYHEKOIOTH-
yeckux nposasnaennit HPS, BpiaBu, uro 53% manyeHTok
VIMeNN TsDKeTIble MEHCTpYyalbHble KpOBOTedeHNs, a B 29%
HaO/IIOfieHNIT IMEHHO MAaTOYHOe KPOBOTeUeHe ObITO mIep-
BBIM K/IMHMYECKVM HposiB/ieHeM 3aboneBanns [3]. Kpome
TOTO, Y 44% 6epemennbix ¢ HPS ormevamich mocrepono-
Bble KPOBOTEUEHIIA, YTO IIO4epPKMBAET BBICOKYIO YaCTOTY
U KIMHNYECKYI0 3HAYMMOCTb TeMOCTaTYeCKIX Hapylle-
HUIA TIPY JJAHHOJ TIaTOJIOTHA.

Cornacao nanabiM A. Kontogiannis u coast., HPS otHOCHTCA
K 4NCTy HePBUYHBIX TeMOCTATNYeCKIX HapyILeHMI, Ipes-
pacnonmararoiyx K passutiio AMK [17]. B ganHyi0 Karero-
PHMIO BXOZAT TaxKe 6ome3Hp Buyriebpanma, Tpomboumrona-
T Y Hac/IefiCTBEHHbIe Koarynonaruy. OfHaKoO B OT/INYNE
OT GOJIBIIVHCTBA HAC/IENCTBEHHBIX HapYIIeHUIT reMoCTasa
HPS xapakrepusyeTcst He TONMbKO epnLuToM (HakTOpPOB
CBEpTHIBAHNA, HO I HAPYIIeHVeM aHIMOTeHe3a, YTO MOYKET
00YCIOB/IMBATD M3MEHEHWs COCYAVCTON apXUTEKTYPbI SH/O0-
Metpust 1 ciocoberBoBarh perysy AMK. B cssu ¢ atum
ymua ¢ HPS Tpe6yioT paciypeHHOro reMaTONIOrMYeCcKOro
obcrenoBaHys, BKIIOYas OLeHKY QYHKLMM TPOMOOLIUTOB
(nccnenoBanye §-rpaHyi), omperenieHne YPOBHs (aKkTopa
Bunne6panpa, PAI-1, pacTBOPMMBIX PELIENITOPOB IPOTEN-
Ha C, VEGFA, a Taroke IIpoBOCIa/INTEeNbHBIX 1 aHTVIOT€HHBIX
uurokuHoB (nntepnerikun (VUT) 6, VIJI-10, VJI-18, daxrop
Hekposa orryxom anbda (PHO- o)), MOHOLMTAapHBII XeMoaT-
TPaKTaHTHbI TpoTenH 1). KpoMe Toro, yunThIBast BOSMOX-
Hoe BimAnMe MyTauit HPS1-HPS11 Ha penpopyKTusHyo
¢dyHKUMIO, L1eIecO0OPasHO BBIIOTHATH MOJIEKY/IAPHO-TeHe-
TUYECKOe TeCTUPOBaHMe. DTO MO3BOIUT YTOYHNUTD NaTO(U-
3MOJIOTMYeCKVIe MEXaHM3MBbI HAapyIIeHNs MeHCTPyaabHOM
¢byukuny npu gaHHOM 3aboneBanun. HPS nacmenyercs
0 ayTOCOMHO-PELleCCMBHOMY THITY, IO9TOMY OTCYTCTBIME
AHAJIOTMYHBIX C/TyYaeB B CEMEITHOM aHAMHe3€ He VICK/TI0OYaeT
Ham4us 3aboreBanyst. [Ipy 1abopaTopHOM MCCTIEROBaHNY
B OOTIBIIVHCTBE CITy4aeB KOMMYECTBO TPOMOOLMTOB 1 IIO-
KasaTe/y I/Ia3MEHHOTO TeMOCTa3a OCTAIOTCA B IIpefeax
HOPMBbI, HO VIHOTTIA BBbIAB/IAETCS CHVDKEHNE arperayiOHHOMN
CIIOCOOHOCTY TPOMOOLITOB IIPY CTUMY/LALUY afipeHas-
HoM [18]. JIMarHOCTI4ecKy 3HAYMMBbIM KPUTEPUEM CITY>KUT
OTCYTCTBUE TUIOTHBIX TPaHY/ B TPOMOOLIUTAX, YTO MOXKET
OBITb TIOTBEPXKIEHO METOIOM /IeKTPOHHOI MUKPOCKOIINIL.
B MupoBoii muTepaType OIMCaHbI eAVHIYHbIE KIMHIIe-
CK¥ie CITyJan, CBU/ETeNIbCTBYIOIIVE O BO3MOYKHOI CBSI3Y I7Ia-
30K0HOro anbouHmsMa u AMK. B yactHocTy, J. Lohse
U COaBT. NPEACTAaBUIN CIy4all 13-71eTHeN MalMeHTKN
C IJIA30KO)KHBIM a/IbOMHU3MOM, Y KOTOPOIT HAab/IIONa/IVCh
peunpusupyromye AMK, pesucTteHTHbIE K CTaHIAPTHON
teparvn [4]. OrcyTcTBue adpdekra OT aHTUPUOPUHOMATH-
KOB U JIeCMOIIPECCHHA TTOTPe6OBasIo MPYMEHEHNs PEKOM-
6uHaHTHOrO akTMBMpoBaHHOro dpakropa VII (rFVIla), uto
HO3BOJIVJIO OCTAHOBUTb KPOBOTeUeHNMe. ABTOPBI CBA3BIBA-
I0T JJAHHOE HapyIlleHNe C IIePBUYHBIM JeeKTOM IeMOoCTa-
3a, 00yC/IOB/ICHHBIM HapyleHyeM GYHKIMY TPOMOOLUTOB
u feduiyToM d-rpany.

A. Ray 1 coaBT. onucanu cirydvait 42-meTHell MalyeHTKN
¢ HPS, y xotopoit gonroe BpeMs OTCYTCTBOBAIM IMHEKO-
JIOTYYECKYIe >KaT0ObI, OTHAKO B PEIIPOYKTMBHOM BO3pacTe
BO3HUK/M TsDKenble AMK, 06ycnoBeHHbIe Koaryyomnaryeri.

AKyLLIEpCTBO 11 TUHeKonorna
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ITpoBeneHHOE reMaToIOrMYecKoe 00C/IeOBaHIe BBLABIIIO

AVCHYHKINIO TPOMOOLIUTOB, YTO IIO3BOJIMIIO AMATHOCTUPO-

Barb HPS [19]. [laHHBIT KIMHNYECKNUIT CTyYali HOTIepKu-

BaeT BapuabebHOCTDb heHOTHIIMYecKuX mposiBiaennit HPS,

BKJIFOYAsT BO3MOYXHOCTb OTCPOYEHHON MaHU(eCTalyi re-

MOCTAaTUYeCKMX HapylleHWit. B oTmane ot 60mpumucTBa

HaC/Ie[ICTBEHHBIX Koarynomnaruii npu HPS nepsuynbIi fe-

(eKT CBepTHIBAOLLIEN CHICTEMBI MOXKET OCTaBaThCsI JIATEHT-

HBIM B MOJIOfIOM BO3pacTe.

AHanm3 KIMHNYECKVX JaHHBIX IIPeCTaB/IeHHON MallyeHT-

KU C ITIa30KOKHBIM Q/IbOVHI3MOM, PEeLMAVBIPYIOIIIMI

AMIK, KapoMMoIIaTyell ¥ 9aCTIYHOM aTpodyeit 3puTe/b-

HBIX HEPBOB II03BOJIVT BBIIE/IUTH HECKONBKO MAaTOGU3MO-

JIOTMYECKVIX MEeXaHM3MOB, KOTOPbIE MOTYT JIKaThb B OCHOBE

BBLAB/ICHHBIX HAPYILeHNUIL:

1) reneTMYecKas IpeApaconoXeHHOCTb. C y4eToM K/IMHU-
YeCKVIX IIPOSIB/ICHNI ITAL[VIEHTKY CTIEYIOIIVIM STAIlOM JIVI-
arHOCTVKY PEKOMEH/IOBAaHO MOJIEKY/IAPHO-TeHeTIYecKoe
TecTMpoBaHue: aHarmm3 MyTaumii B reHax OCA1-OCA4,
YYaCTBYIOLVIX B PETy/LILNI MeJIAHOTeHe3a U MeTabomu-
YeCKMX ITpolIleccax, a Takke B reHax HPS1-HPS11, napy-
1eHye (GyHKIMIT KOTOPBIX CBA3aHO C TeMOCTAaTUIeCKMM
Y COCYAMCTBIMU M3MEHEHUAMMU. [eHbl, OTBETCTBEHHbIE
3a a7bOMHU3M, MOTYT B3aMMOJEICTBOBATh C T€HAMI,
PETyIMPYIOIMMI PEIPORYKTUBHYIO CUCTEMY, ITO CIIO-
COOHO NPUBOFUTD K HAapYIIEHNIO HOPMaIbHOTO (PYHK-
LVIOHVPOBaHMs MEHCTPYa/IbHOTO VKA. OfHNMM 13 KITI0-
YeBBIX '€HOB, CBsI3aHHBIX C aIbOMHM3MOM, sAB/sAeTcsi TYR
(TMpo3uHa3a), UrPAIOLNIL BKHYIO PO/Ib B OMOCKHTe3e
Me/laHNHA. MyTaluy B 3TOM I'eHe BhI3bIBAIOT ITTA30KO0X-
Hb11 anpOuHnusM tyma 1 (OCAL) u MOTryT MMeTb CUC-
TeMHbIe 3¢ (eKThI, BKII0Yas MOTEHIMANbHOe BIUIHIE
Ha peNpofyKTUBHYIO cucTeMy. MyTanum B reHe T YR crio-
COOHBI B/IMATD Ha IIPOAYKI[I0 TOPMOHOB, HEOOXOAMMBIX
IIsI HOPMAJIbHO OBY/LAIIMNL. B 4acTHOCTY, TMpO3MHa3a
KaK KTI04eBOil (pepMEHT Me/TaHOTeHe3a MOXKET B3auMO-
IeViCTBOBATb C PYTUMIU OMOXMMUYECKMMI ITY TSIMM, BJIA-
STIOLMMY Ha perpopyKTuBHble pyukimn [20, 21]. lensr,
OTBETCTBEHHBIE 32 aMbOMHI3M, Harpumep SLC45A2 (ac-
cormuposaH ¢ OCA4), MOTYT y4acTBOBATb B PETY/ALINN
o6MeHa BeIlleCTB 1 MIMMYHHOTO OTBETa, YTO TakXKe KOC-
BEHHO B/IVSIET Ha PENPORYKTUBHYIO CUCTeMY [22];

2) UMMYHHBIE HapyIIeHWs ¥ BOCIA/IUTEIbHbIE I3BMEHEeHIs
sugoMeTpus. Peunpusupyromme AMK y paccmoTpen-
HOJI MaLMEeHTKY TpeOOBaIM HEeOZHOKPATHOIO IIPOBe-
IeHNs TeMOCTAaTVYeCKOl ¥ TOPMOHA/IbHOM Tepamui.
OpnHaKo OTCYTCTBHME CTOVMKOTO TepPareBTIYEeCKOro 3g-
(eKTa CBUIETEIbCTBYET O MHOTO(AKTOPHOM XapaKTepe
IaToreHe3a, BK/IIOYAIOIIEM He TOMbKO FOPMOHAIbHBIN
myicOaaHc, HO M MMMYHHbIE MeXaHU3MBL. [Ta30K0XKHBII
a/IbOMHM3M ACCOLMMPOBAH C HAPYLIEHUAMM IMMYHHO-
TO OTBETA, B TOM YNCJIE C AUCPETY/ISALeN IIPOBOCIIaN-
TeNbHBIX INTOKUHOB (VJ1-6, DHO-a), hyHKIMOHAIBHOIT
HEJJOCTaTOYHOCTBIO MAKPO(AroB 1 IIOBBIIIEHHON Ipef-
PAacCIIONIOKEHHOCTBIO K IPaHy/IeMaTO3HBIM 3a00/IeBaHN-
aM [23]. B jaHHOM CTy4ae He/lb3st UCK/TIOYUTD XPOHIYec-
KO€ acenTmnyeckoe BOCIAJIEHNEe SHAOMETpus, KOTOpoe
MOKET TIPUBOJUTD K M3MEHEHWIO PELIEIITUBHOCTY SHIO0-
MeTp¥s, HApYIIEHNIO TIPOIIECCOB AHTVIOTeHe3a I pereHe-
pauny, a Takoke K NepCUCTMPOBAHUIO MEHCTPYaIbHO
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muchyHKIMN. JJONOTHUTETIBHYI0 HACTOPOYKEHHOCTD BBI-
3bIBaeT Ha/IM4Me Y MAIVIeHTKY KapAyIOMMOIIATN, TaK KaK
TP ITTa30KOXKHOM anbbuHu3Me 1 HPS BbIABIAIOTCS Cit-
CTeMHbIe COCY/IYICTbIe HAapYILEH A, BK/II0Yas SH/OTeNN-
anpHylo michyHkimio [3]. C ydeToM pomm SHAOMETpHA
KaK TOPMOHO3aBICHMOJI U BBICOKOBACKY/IAPU3MPOBaH-
HOJI TKaHY COCYAVICTbIE HAPYIIEHVISI ¥ XpPOHIYeCKoe BOC-
TaJIeHVe MOTYT SABIATbCA K/IIOYeBBIMU (PaKTOpaMu pas-
Butus pedppaxrepapix AMK u HapyieHus nporeccos
SHIOMETPHA/IBHOI pereHepaLni;

3) sHpOTeMaIbHAA AUCYHKIVA M HapyIIeHye COCYRICTON
perymaiyy. Y JaHHOI MAIMEeHTKY HeOOXOAMMO Y4UThI-
BaTb BO3MOXXHbBIE COCYAMCTbIE HAaPYIIEHNs, IIOCKOIbKY
TaHHbIe TUTEPATYpPhl MOATBEP>KAAI0T acconmanyio HPS
C SHIOTeNMAIBHON IMCHYHKIMEN ¥ TeMOCTATIYeCKIMU
aHoMajaMu [24, 25]. JInna ¢ HPS xapakrepusyiorcs us-
MEHEHNEM COCYIVICTOrO TOHYCa, OBBILIEHHO TPOHMLIA-
€MOCTbIO SHIOTENVA ¥ HAPYIIEHNAMY TPOMOOLMTAPHOTO
3BeHa TeMOCTa3a, YTO MOXKET CIOcoOCTBOBATH GOpMIUPO-
BaHMIO XPOHMYECKOI COCYANCTON AmchyHKIm. B koH-
TEKCTe MEHCTPYa/IbHOTO LIMK/IA TaKye 3MeHEeHN IIpU-
BOJIAT K CHIDKEHUIO 3 PEKTUBHOCTU reMOCTaTIIeCKOl
Tepamuu 1 pasButiio pedpakrepusix AMK, uro otme-
YeHO B HECKOJIbKMX MCC/IEIOBAHVAX. DHIOMETPUIL SBJLA-
€TCsA TOPMOHO3aBUCMON BbICOKOBACKY/IAPU3/POBAaHHO
TKAHbIO, I AVICPETY/IALVA aHTVIOTeHe3a UTPAeT KIII0YEBYI0
POb B IIATOr€HE3e AaHOMAIbHBIX KpoBOTedeHmit. Vccre-
TOBaHNA MOKa3bIBaIOT, 4To Npyu HPS sHpoTenmanbHas
IVCYHKLYS CBsI3aHa C IEPCUCTUPYIOINM BOCIIA/INTE/Ib-
HBIM IIPOIIECCOM M HapYyIIEeHNeM BaCKy/LAPU3ALI SHIO-
METPVIS, UTO IIPYBOIUT K I3BMEHEHVIO CTPYKTYPBI COCYAIN-
CTOJ1 CETV 1 CKIOHHOCTY K JJINTE/IbHBIM KPOBOTEUEHIIAM;

4) cucTeMHbBIe TIPOSIBIEHIsI 3a00/IEBaHST: CBA3D C Kapgyo-
MIOIIaTVeEl I HEBPOJIOTMYECKON cuMIToMarnkoi. Co-
JeTaHNe y MalVeHTK KapAMOMMONIATHY Y YaCTIIHOM
aTpoduy 3pUTENbHBIX HEPBOB YKa3bIBaeT Ha BO3MOX-
HBIJT CYICTEMHBIII XapakKTep 3a00/IeBaHus, TPeOYIOLit
HajIbHelIIero KOMIUIEKCHOro obcnenoBanust. Hapyie-
H1te QYHKIMY TPOMOOLIUTOB, CBA3AHHOE C AeUIINTOM
IVIOTHBIX IpaHy7L, y nanyenTtos ¢ HPS nmpusoput He Tomb-
KO K CHIDKEHUIO 3()(DeKTMBHOCTY IEePBIUYHOTO TeMOCTa-
33, HO U K AVCPETY/IALUN COCYAUCTOrO ToHyca [14]. O1n
M3MEHEHNsI PACCMAaTPUBAIOTCS KaK OfMH U3 (haKTOpOB
PasBUTHA CepPAIeYHO-COCYAVICTBIX HAPYIIEHUI, BKIIIO-
vas aucyHKIMIo MuoKapaa. YactidHasa arpodvst 3pu-
TE/IbHBIX HEPBOB, BBIAB/ICHHAA Y MALIEHTKN, TpebyeT
Ha/nbHelero oQTaabMOIOTNYeCKOT0 MOHUTOPMHTA,
HOCKO/BKY y 1y ¢ HPS 1 I71a30K0KHBIM aTbOMHI3MOM
MOTYT Pa3BUBATbCA HellpoIereHepaTyBHbIE N3MEHEHI,
00yC/IOB/IeHHbIe MUTOXOH/IPUA/IbHOM AMCYHKIMEN, Ha-
PYILIEHMEM OKMCIUTEIHOTO GaaHca U AMUCPerysLyeit
CUTHA/IbHBIX ITyTell aHTVIOreHe3a.

Nvreparypa

C y4eToM 0COOEHHOCTEl KIMHUYECKOTO TeYEHIsI, Ha-
ANYUA COYETAHHON MATONOTMM M JaHHBIX MMPOBOI
NMUTEpATyphbl MalieHTKE PEKOMEH/IOBAHO PaCIlMpEH-
HOE IeMaTo/IOTMYecKoe ¥ MONEKY/APHO-TeHeTUYECKOe
obcenoBaHme. B oTedecTBEHHOI /IMTEpaType KINHUYeC-
ke crydau AMK y IHaIueHTOK ¢ I1a30KOXKHBIM anbOu-
HI3MOM He ONMCaHbl, YTO MOJYEePKIBaAEeT YHUKATbHOCTD
HpeICTaBIeHHOTO HAOMIOeH A

3aknioueHune

Knunnyecknit cmydait coueTaHms ITTa30KOXKHOTO ajib-
6uHusMa, penupusupyomux AMK, xapguomuonarumn
Y YaCTUYHOI aTpo(puu 3pUTENbHBIX HEPBOB TpebyeT
KOMIIIEKCHOTO aHa/I/3a IIATOTeHeTNYEeCKMX MEXaHM3MOB.
B orcyTcTBUE TaGOPATOPHOTO IOATBEP)KAEHNSI KOATYIO-
IIaTUY CTAaHZAPTHBIMU MeTOfaMu 0OC/IeoBaHNs AMar-
HOCTUYECKMIT IOUCK JIOJDKEH BK/IIOYATh JMCCIENOBaHMeE
(YHKIOHATIBHOTO COCTOSHNUA TPOMOOIMTOB, MapKe-
POB 3HAOTEMANbHON AUCHYHKUIMU U BOCIIATUTEIBHO-
ro orBera. [masokoxup anpbyuansm n HPS acconun-
pOBaHbI ¢ AedeKTaMy BHYTPUKIETOYHOIO TPAHCIIOPTA,
4TO IPMBOAUT K HAPYLIEHUIO arperalMOHHON (QYHKINN
TPOMOOIIUTOB, COCYAMUCTON IPOHNUIIAEMOCTH M aHIMOTe-
He3a. B paccMoTpeHHOM ciydae pedpaktepHocTs AMK
K CTaQH/JAPTHOII Tepanmy yKa3blBaeT Ha HEOOXOJUMOCTh
VICKJTIIOYeHs IIepBUYHOrO fiepekTa reMocrasa, a Halu-
qye KapAMOMUONIATUI U aTpOMUM 3PUTETbHBIX HEPBOB —
Ha BO3MOXKHBIE CHCTEMHBIE IIPOsBIEHUA 3a60/IeBaHMA.
CrepyommM 3TalloM AUAaTHOCTUKM SB/IAETCA MOJEKY-
JAPHO-TeHEeTNYeCKOe TeCTMPOBaHNe Ha MyTAlly B TeHaX
OCA1-OCA4 1 HPS1-HPS11. 3TO NO3BONMNUT YyTOUYHUTD
HO30JIOTMYeCKYI0 GOpMY 3a00/IeBaHIsA U OIIPEeNTUTD TaK-
TUKY BefleHN MallVeHTKN.
JHaHHbII CTy4ali IpefcTaBlIgeT HayYHbI MHTEPEC, IIO0-
CKOJIBKY B OTE€YeCTBEHHOII TUTepaType OTCYTCTBYIOT
onucannsa AMK y mofipoCTKOB C I71a30KOXXHBIM aflb-
6uHusmMoMm. IIpoBeneHne HambHENIINX MCCTIEOBAHNUIL,
HaIllpaB/IeHHBIX Ha M3y4eHMe B3aMMOCBA3U Hapylle-
HIIT TeMOCTAa3a, AaHTMOreHe3a I UMMYHHONM PeTyIAlun
y manuentok ¢ HPS u AMK, nossonur paspaborarb
IIepCOHAMN3VPOBAHHBIE aJITOPUTMBI IMATHOCTUKY U Jie-
4eHMsA, YTO KpaliHe BaXXHO I MPOPUIAKTUKU PeIpo-
IOYKTUBHBIX OCTIOKHEHMIA.
Hnpopmuposannoe coznacue. Om 3axkoHH020
npedcmasumens nayueHma Nomy4eHo 000posonvHoe
UHPOPMUPOBAHHOE CO2nACUE HA NYOTUKAUUIO
ONUCAHUS KIUHUYECKO20 CTLy4as
(0ama noonucanus — 15 gpespans 2024 2.).
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Abnormal Uterine Bleeding in an Adolescent with Albinism: a Rare Combination of Diseases
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Albinism is a rare disease characterized by pronounced clinical and genetic heterogeneity and is represented by many
different forms. Despite the successes achieved in the diagnosis and study of this pathology, the management of patients
with albinism remains a difficult task, especially against the background of concomitant diseases. One of these
problems is abnormal uterine bleeding, which requires a careful and specialized approach to treatment.

The article presents a clinical case of recurrent abnormal uterine bleeding during puberty in a patient

with albinism. Case analysis provides a deeper understanding of the specifics of managing adolescents with rare
genetic diseases complicated by gynecological pathology.
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