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C. ®omuna', E. OBckas®

Ilo3ausas nuarHocTuka 0oJie3Hu @adpu y nanueHTa HA reMoANaIn3e
'Y «IHctutyT Hedposorii HAMH Ykpainu»

2KY «3amnopoxckast ropojcKast KiImHudeckast 6oabHUIA Ne 10»,
3aropoxXCKuii TOCYNapCTBEHHBIN MEAVITMHCKUI YHUBEPCUTET

Pestome. B pabome npedcmasnen kaunuveckuii cay4aii 6ose3nu Dabpu y moa00oeo uenosexa eponeouoHoll pacol
- MYICHUHBL ¢ MEPMUHANLHOL NOYEHHOU HeOOCMAMOYHOCIbIO. 3a00ae8aHuUe Obl10 8blAGAEHO HA SMAne AeYeHus 2eMo0uU -
anu30M, 00HAKO NPUSHAKU, NPUSHAHHbIE KAUHUMECKUMU KPUMEPUSMU, MAHUDEeCMUPO8anl eue 8 0emcKom o3pacme, HO
He ObLaU udeHmuuyuposansl Kaxk duasHocmuyeckue Ha npomsicenuu 20 1em 6 cuny 02paHu4eHHol UHPOPMUPOBAHHOC-

mu MeaLlL{LlHCKZOZO coo&qecmea 0 AUZ0COMANbHBIX OONE3HSAX.

KioueBble ciioBa: kaunuveckuii cayuail, 6oae3ub Oabpu, mepmMuHaibHas NOYEUHASL HEOOCMAMOYHOCD.

Beenenue. bonesnr @Dabpu (AHaepcoHa-®Pa-
o6pu), OMIM: 301500 — maH-3THUYHOE HACJICIACTBCH-
Hoe X-CIIeTUICHHOE 3a00JIeBaHUe, IIPU KOTOPOM H3-3a
HapymeHus loci Xq 22.1 (rem GLA) dopmupyercs
nebnnT depMeHTa o-rajgakro3uma3sl A (a-GAL a,
EC 3.2.1.22), 9yTo NpuUBOAUT K HapyLIEeHUIO KaTabo-
JI3Ma U HAKOIUIEHWIO TJIMKOJUITMAOB B JIM30COMaX.
aKTUBUPYSI KacKald KIETOYHBIX TUCHYHKIINI, a 3aTeM
— HIIeMHuo U GUOPO3 ¢ Pa3BUTHEM MYIbTUOPTraHHOMU
HemoctaTouHoctH [1]. PacripocrpaneHHOCTDL 60Ie3HA
cormacHo Orpha.net (MeXIyHapOITHOMY pPecypcy pel-
Kux 3a00JieBaHUIl) HE BbICOKAs U cocTaBisieT 1 yeyo-
BeK Ha 5-10 000 [2], HO TAXECTb COCTOSHMSA, K KOTO-
poOMY B IIPOABUHYTOM CTaIUN IPUBOIUT 3a00JIeBaHNE,
ompeneiseT ee KIMHUIEeCKYIo 3HaunMocTh [3]. Hako-
IUICHHBIN OMBIT (hDepMEHTO3aMECTUTEIFHOM Teparuu
npu JaHHoOW maroJjioruu (6ojee 15-Tu jeT) gaer pe-
aJIbHYI0 BO3MOXXHOCTD 3aMEIJIUTh WX IPEIOTBPATUTh
IIporpeccupoBaHue 3a00JIeBaHUsI, N3MECHUB KauyeCTBO
KW3HU MMAllMeHTa U CIeJIaB ero IMOJHOIICHHBIM YWICHOM
cormyma [4].

Kitaccuueckuit Tum 6one3nn ®abpy ¢ TUITAYHBI-
MU TIPOSIBICHUSIMU (KIMHUYECKNE KPUTEPHU: aHTHO-
KepaToOMBI, aKpoIlapecTe3n, N3MEeHEHNE POTOBUIIBI -
cornea verticillata — BopoHKOomoOHass KepaTOIaTHSI)
MOXHO 3aIlOHO3pHUTh YXKe B IIOIPOCTKOBOM BO3pacTe
[5]. K momomHUTEIbHBIM IPU3HAKAM OTHOCSIT CYXOCTh
KOXHW, CHIDKCHHE IIOTOOTHENICHUS (o0 aHTHIpO3a),
TEPMOJIAOMIILHOCTD, 00JIeBBIC KPU3HI (TOJIOBHEIC 00N,
001 B XKMWBOTE, KOHECYHOCTSX), METCOUYBCTBUTEIIb-
HOCTb, TUIOXYIO IEPEHOCUMOCTh (PU3MIECKUX HArpy-
30K, Xapel 1 xojoma. [lepeyeHh KIMHUYECKUX IIPO-
SBJIICHNI (TOYHEE OCIOXHEHMI, TaK KaK CHUMIITOMEI
SIBJISIIOTCST Pe3yJIbTaTOM HAKOIUICHUS TJIMKOJIUITHIOB

Cgetnana Ilerposna @omuna
sfomina@meta.ua

B TKaHSX) IIpu 6oe3Hn Padbpu BHYIIUTEIBHBINA, HO K
Hanbojiee KPUTUIHBIM OTHOCST Pa3BUTHE THIIEPTPO-
(brueckoit KapaMOMMOIIATHH, I1IepeOpPOBACKYIISIPHBIX
COOBITUI (MHCYJIBTOB), XpPOHUUYECKYIO 0OJIE3HD ITOYEK
(XBII). Y 6ompiieii vacTy naneHToB (7 U3 8-MHU) 3a-
OoyieBaHNE MPOTEKAeT HE MO KJIACCUUECKOMY THUILY,
a MaHudecTupyeT mocie 3-4-ro AeCATUICTUS KU3HU
(Tak Ha3BIBa€MBbIil «IIO3THUIT» THIT) C JOMUHUPOBAHU-
eM TopaxkeHUsI OMHOM M3 CHCTEeM opraHm3Ma (yCJIOB-
HbIA MOHOCUCTEMHBIII BapUaHT - ITOYEYHBIN, Kapau-
aJlbHbI, MHCYJbTHBIN, T.A.), MAaCKUPYSICh IOJ COOT-
BETCTBYIOIIYIO IIATOJIOTHIO ¥ IIPUBOIS K TPAarMIECKOMY
nucxony [6].

M3-3a Tuma HaciemoBaHMWSI (CHCIUICHHBIN C
X-XpoMOCOMOii), 00JIe3Hb 4Yallle MopaxkaeT MYXYUH.
W mMeHHO y HUX TJIaBHBIMM CHUMIITOMaMH IIPU TIEP-
BUYHOM oOOpallleHud 3a MEAULMHCKOM ITOMOIIbIO
SIBIISIIOTCSI peHaJIbHbIC MPU3HAKN (IIPOTEHMHYPUS, Te-
MaTypHusl, TUIIepTeH3Us, n3MeHeHns npu Y 3U mouek
B BHUJIC OMMHOYHBIX KHCT) — 3TU IposiBieHus Padpu-
HedpomatTn IpU OTCYTCTBUM HACTOPOXKEHHOCTH W
OCBEIIOMJICHHOCTH KJIMHUIIACTA PEaIM3yIOTCS B IHAa-
THO3BI «IJIOMEPYJIOHEDPUT», «<KUCTO3HAL JUCILIA3ZUS»,
«XpOHMYECKUI THeoHehpuT» i apyrue. INamueH-
THI TIOJIY9alOT COOTBETCTBYIOIIYIO AMAaTHO3Y TEPaIUIo
¢ MUHUMAaJIbHBIM 3(deKkToM Mamu 6e3 Hero, a K 40-a
romaMm (CpemHMIT BO3pacT MCXOIa MOYEUHOTO BapraH-
ta 6ose3Hn Pabpy y MyKUNH) Y HUX TUATHOCTUPYIOT
TEPMUHAIbHYIO ITIOYEUHYIO HEIOCTATOYHOCTh [7]. CBO-
eBpeMeHHasI TMarHOCThKa (OO0 HACTYILUICHUS HeoOpa-
TUMBIX U3MEHEHUI B TKAHAX) U cIielnpuIecKoe Jede-
HIE€ MEHSIOT €CTeCTBeHHOE TeueHue conesHu Pabpu,
yIIydinasi IIporHo3 3a6oneBanus [4].

O Hammuuu Oose3Hn Pabpu y MyKIUH CBUIC-
TEJbCTBYET CHIDKCHNE aKTUBHOCTH (pepmeHTa a-GAL
A B OMOJOTMYECKOM cpeme (IDIa3Ma, «CyXxoe» ISITHO
KpOBHU, KyJbTypa (prubpob1acTOB KOXHU, cie3a, JIEHKO-
LUTHI TIepudepruIecKoin KpoBu). MoJIeKyISIpHO-TeHEe-
THYECKUI aHaJIN3 C OIpeIeICHUEeM ITaTOJIOTTIEeCKOTO
redHa (JHK-mmaraHoctmka) moaTBep:KmaeT OUAaTHO3 W
TIOMOTaeT UCKITIOYNUTh BapUAHTHI C AJUICJIIMH TICEBIO-
nedunura. JomoJHUTENbHBIM KPUTEPUEM B IMArHoO-
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CTUKE SIBJISIETCSI BBISIBJIEHWE BBICOKOTO YPOBHSI Map-
KEPHOTO TJMKOIUNUIA (1ealiuTUINPOBAHHON (DOPMBI
rnoborpuaoswicduHrosuta - Lyso-Gb3) B ceiBopoT-
ke wiu moue [4, 7].

Omucanue caydasa. Ilauuent C., 36 jet, ciassi-
HUH, ¢ MapTa 2018 roga HaxoaUTCS MTOA HAOIIOJEHUEM
B otnefseHun auanusda KY «3amopoxkckass ropoackas
KuHn4YecKas OoompHMIIa No 10», rme ImojrydaeT 3ame-
CTUTENIbHYIO ToyeyHyto Tepanuto (3I1T) meTomom re-
Mmonuanusa (rmporpamma: 3 pasa B Helneso no 4 Jaca,
nuanuzatop Xevonta 20 (BBraun), remapuHuzauus
nuanuzHoro koHtypa 10000 EJI remapuHa, yabTpa-
unpTpanus B npenenax 2500-4200 mu1; oOMii cTax
3I1T - 41 mecan).

W3 anamHe3a U3BECTHO, 4TO ¢ 18-Tu et sanu3oqu-
YEeCKU TMOJyJYasl HECTEPOUTHbIE TIPOTUBOBOCTIATTUTE -
HBIE TIPENapaThl B CBSA3U C OOJISIMU B TOJIEHOCTOTTHBIX
cycTaBax U cyodedpunuteToM (pacueHeHo Kak peBMa-
TOUIHBIN apTpuT). [Ipu miaHoBOM obOcieNOBaHUY B 25
JIET BIIEpBbIE BbISIBJIeHA MpoTenHypus (mo 1 r/cyTkn)
W MUHUMaJIbHAasl TeMaTypus TMpU COXpaHHOW (yHK-
1y nouek. O6cnenoBaH y TeparneBTa - KIMHUYECKUNA
JUArHO3 «XpPOHUYECKUI TioMepynoHehpUut» (BOmpoc
0 Hedpobuoricuu He paccMmaTpuBaics). YyBCcTBOBaI
ce0s1 COXpaHHBIM, CUCTEMHO He O0CJieZloBajiCs W He
Jeuwics. B 30 jeT mogBUINCH XaJIOOBI Ha TOJOBHBIE
0011, OTMEUYEHO TOBBIIIEHNE apTEePUATHLHOTO J1aBJie-
Hus 10 170/100 MM pT. cT. [TocMHOAPOMHYIO TEepamuio
(B TOM umCiIe TUTIOTEH3WBHBIE TIpenapaThbl) TOJTydas
HEPETyJSIPHO, MPU YXYALIEHUU CaMOUYyBCTBUS. B 32
roja BIlepBbIe 00ciienoBaH y Hedposiora, TMarHOCTH -
poBaHa TepMUHaJbHAs TIOYE€YHAs HEIOCTAaTOYHOCTh
(ckopoctb KiayooukoBoi ¢uiabtpauuu CKD-EPI 12
MJI/MUH), ¢ HOs10ps 2014 rona Hauyata 311T.

B nepuon anpenb-mait 2018 roga mocine noayye-
HUs corJiacusl Ha 00c/ieoBaHUE BKIIIOUEH B CKDUHUH-
TOBYIO MPOTpaMMy IO BBISIBieHUIO Oosie3nu Pabpu.
Bcero B mporpamme mpuHsUIO yyactue 64 manmeHTa
3 IMarHO30M «XpoHMYecKas 0oJjie3Hb nmouyek V D cra-
aun» (XBIT VD), kputepusiMu BKJIIOYEHUS OBLIU:
MY3KCKOM TOJI, BO3pacT oT 22 10 68-MM JieT, OTCYT-
CTBME CaxapHOTo nuabdera v MOTUKUCTO3HON 00Ie3HU
moyek (ayTOCOMHO-IOMWHAHTHOTO THUIIA HACJen0-
BaHUs), OTCYTCTBUE MOP(OJIOTUYECKON BepubuKa-
IIMYM NATOJOTUU MouyeK (HeppoOUOoncrum), OTCyTCTBUE
TPAaHCIUTAHTAllMM TOYKWA B aHaMHe3e. 3abop KpOBU
nast uccnenoBaHus (3,0 MJI) IpOBOAWIIM MEPe] CeaH-
COM TeMojuajun3a, aHaJIu3 BHITIOJIHEH B JJabopaTopuu
CENTOGENE AG (www.centogene.com). M3 Bcex
00cJIeNOBaHHBIX CHIKEHNE aKTUBHOCTHU JIM30COMHOM
rugponassl a-GAL A (Meton ¢gyopoMeTpuu) BBISIB-
JIEHO TOJIBKO y ogHoro - mauueHTta C. (<2,8 umons/J1/
yac Tpu pedepeHTHBIX 3HadeHusx >15,3 umoinb/JI/
yac), 4YTO TOATBEpAUJIO auarHo3 Oosieanu Dabpu.
Kpome Toro o6HapyxeHO 3HAaYUTEIbHOE MOBBIIIEHNE
ypoBHs Lyso-Gb3 B ceiBopotke (114.0 Hr/mu mipu pe-
(bepenTom 3HaueHuun <1.8 Hr/MJI, METOIl XpOMATOTpa-
(pun-maccnekTpoMeTpum), a MOJIEKYJISIpHO-TEeHETUY e~
CKO€ TECTUPOBAaHUE UCKIIIOUMIJIO BAPUAHTHI C 10OpOKa-

YECTBEHHBIMU TONIMMOPGU3MaMU, BBISIBUB MATOTEH-
Hyto Mytauuto B reHe GLA (reMusuroTHslii BapuaHT
£.100662723 G>ANM _00169.2"¢.169C>T p.(GIn57%*)
9K30H 1, maToreHHbIi Kiaacc 1).

Ha MOMeHT CKpMHMHra CTaTyc maluMeHTa: acTe-
HUYECKOTO TEJIOCIOXEHUS, TTOHMXEHHOTO TUTAHUS
(«cyxoii» Bec 57 Kr npu pocte 176 ¢cM, UHIEKC MacChl
tena 18,4 xr/m?). AprepuanbHoe gasienue 140-160/90
MM.pT.CT, nyabc 72-80 B muHyTy. JIuleBoil yepemn:
BBICTYIAIOIINE CYMPAOPOUTATbHbBIE AYTU, JOOHBIE OY-
TP, HYKHSIS YeJTIOCTh; YBEIMYEHHbBIE TYObI; 3aTaBIiast
nepeHoculia. BepeTteHooOpasHble (ajaHIM IajblieB
DPYK, HOTTH B BUJI€ «4acOBBIX» cTeKos. Koxa cyxast Ha
OlIYMb, UMEIOTCS MHOXECTBEHHbIE HEOOJIBIIIOTO pa3-
Mepa (2-5 MM) TTOBEPXHOCTHbIE 0Opa30BaHUSI TEMHO-
KPAacHOTO 1[BE€Ta, BO3BBILIAIOIINECS HAMl TOBEPXHOCTHIO
KOXW (aHTMOKePaTOMBI) B ITyMKe W HUXHEHN YaCTH XU~
BOTA, B TTAXOBBIX 00JIACTSIX, HA BHYTPEHHUX MTOBEPXHO-
ctax 6enep (puc. 1). OBooceHUE MO MYKCKOMY TUITY,
MUHUManbHoe. [lepcucTupylonmii OTedHbI CUHIAPOM
(roneHu) — «<Habop» Beca B MEXAUATU3HBINA TEPUOT 10
5 kr, nuype3 — no 200 mu.

JaHHbIe TOMOJHUTEIBHOTO 00CIeI0BAHUS:

— BTOpUYHas aHeMUs (HOPMOXPOMHasI) CMeIIaH-

HOTro TeHe3a, Tpombouuronenus (140x10°/m);

— BropuyHbIi runepraparupeo3 (ITTI 800 Ixr/
MJI, OOIIUi Kanpluit 2,22 MMoib/1, (pochop
1,07 MMoub/1);

— npu OxoKI - runeprpodust MexkKenyaoyko-
Boil meperopoaku (13,4 MMm), 3aaHeil CTEHKU
JIeBOro Xeaymouka (13 MM), peryprutanus Ha
MuTpajibHOM KiamaHe (I cremeHu), TpUKY-
cnuganbHoM kjamaHe (I cremeHM), KjamaHe
nerouyHoil aprepuu (I cremeHu), AuaTauus
MIPaBbIX OTHEJIOB CEPALIA, OMBEHTPUKYJISIPHAs
COKpPaTMMOCTh He HapyuieHa (¢pakiius BbI-
6poca 71%);

— MPT ronoBHOro M03ra - oyaru B JOOHO-TE-
MEHHO-BHUCOYHBIX 00JIaCTIX TOJIOBHOTO MO3ra,
eIMHUYHbIE oYyaru B obJlacTU MocTa (MeJKue
— 10 2-3 MM, BEpOSITHO COCYIHUCTOTO TeHe3a);
W3BUTHIE JieBasg TO3BOHOYHAS M OasmIsIpHas
apTepuM B MHTPaKpaHUAJIbHOM OTAEJIEe, DKTa-
31S1 COCYJ0B BEPTEOPO-0a3UISIPHOI CUCTEMBI;

— ayauorpamma 0e3 IaToJIOTUH;

— QaHTUOIaTUS CeTYaTKU 000UX rja3, maToJorumn
porosuubl HE BbIABJIICHO.
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Puc. 1. INanuenrt C., hbeHOTUNUYECKUE XapaKTepUCTUKU 60Jie3Hn Padbpu: A - MUHMMaJIbHOe oBoJioceHue (A, B), anrnokepa-
ToMHI (A, b, B), maroiornyeckasi ycraHOBKa HIDKHUX KoHeuHocTelt (B), oreunocTs rojieHeii (B).

[ManueHT akTUBHO XanyeTcst Ha 00JIM B HOTAX, ya-
CThIE OHEMEHUSI U TIOKAJBIBAHUS B CTOTIAX U JIAMOHSIX,
CUUTAsI ITU COCTOSTHUST OCTIOKHEHUSIMU TIOUEYHOM He-
noctatouHoctu. [Ipu meTasbHOM OTpOCE BBIHYXIEH
MPU3HAaTh, YTO 3TU XAJIOOBl (HO MEHBIIEH CTENeHU
BBIPAXXEHHOCTH) OBLTU U B IETCTBE, JIET C 6-THU.

[lepBbie aeMEHTH Ha KOXe (AHTMOKEPATOMBI),
CO CJIOB TMallMeHTa, MogBuiMch B 12 ynet. C TOTO K€

BO3MOKHBII HOCIITETh
MATOMOTHIYecKOr O TeHa
1t OOJBHOIL:

MOATBep KIeHHBIIT

OIIATHOS! . ]

exitus: x

BO3pacTa CTpagaeT OT METEOUyBCTBUTEIbHOCTH, TLJIO-
XO TIEPEHOCUT (PU3MUEeCKue 3arpy3Ku, OBICTPO YCTaeT.
Ha noHmxeHHOe TOTOOTACIEHNE 00paTU BHUMaHUE
set B 30-Th, TOTHA Xe MOSBIJIACH OIBIIIKA IIPU XOIb0e
naxe Ha KopoTkue pacctosiuus (10 200 MeTpos).

Hanuuue HacinencTBEHHOUW MATOJIOTUM B CEMbE
orpuiaet. bpat 6a0y1iiku mo Mmame ymep B BO3pacTe 40
40 et (mpuuMHa HEe YTOYHEHa) (puc. 2).

O

-
X

Puc. 2. INaunent C., aHaau3 poaOCIOBHOIA.

Junarno3 6oyesnn Mabpu ObUT MOATBEPXKIECH B
Llentpe opdanubix 3adoneBanuii (HACBh «OXMAT-
ANT» M3 YkpauHbl), peKOMEHI0BaHa MOXU3HEHHAs
depMeHTO3aMeCTUTEIbHASL Tepamnusi, o0cCiIeI0BaHue
POACTBEHHUKOB IT0 MAaTEPUHCKOM JTUHUU.

Oocyxnaenue. M3-3a pasHooOpasuss M HeCIEL-
UGUYHOCTY KIMHUYECKUX TIPU3HAKOB IIepBUYHAS
IrarHocthka OosiesHn Pabpm ciaoxHa. Pacmmpen-
HBIII CKPUHMHT Cpeayd MHalMeHTOB M3 TPYMI pUcKa

(Hanmpumep - ¢ XBII, runeprpoduruexkoit Kapauona-
THEH, UIIEeMUYCCKUMM MHCYJbTaMHM B aHAMHE3e) WU
¢ HAJIMYMEM KIMHUYECKUX OCOOEHHOCTEH (CKOMITPO-
METMpPOBAaHHAs POAOCJOBHAsI, aKpoIapecTe3nu, I10-
JIMHEUPOIIaTUU, M3MEHEHMSI POTOBUIILI) YBEJIMYMBA-
€T BEpPOSITHOCTh BbIsSIBJIeHUS 3aboseBaHus B 3-90 pas
[7]. Mauuenta C. U3 mpeacTaBIeHHOI0 HaOJIIOAEHUS
MOXHO OBIJIO OTHECTU B 00¢ CIlelIMaIbHbIe TPYIIThI —
kak o XBII ¢ paHHUM pa3BUTHEM TEPMUHAILHON e
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CTaauU, TaK U MO KJIMHUYECKOMY cTtarycy. OmHako,
noauMopgHbIe Xanoobl B TeueHuu 20 jet (BKiIouas
MOSIBJIEHUE aHTUOKEPaTOM, HapyllleHNe YYBCTBUTEb-
HOCTH, 0OJieBble OLIYIIEHNSI B KOHEYHOCTSX, CyOde-
OpUJIMTET, OCOOEHHOCTU TOTOOTAEIEHUSI, METeOUyB-
CTBUTEJBHOCTbh, (PEHOTUI CO CrelU(UKON JULIEBOTO
yeperna) He TPUBIEKIM BHUMaHWE KIWHULKMCTOB U
He WHULIMUPOBAIU AUArHOCTUYECKUI TIPOIECC C T0-
VICKOM T€HETUYECKOW MaTOJOTUU. DTU OCOOEHHOCTU
He ObUIM BBIAEIEHBI U3 OOILET0 MacCHUBa XKaaod W Ha
CTaJuy TEPMUHAJIBHOIN MOYEYHOU HEJOCTAaTOYHOCTH,
JOKYMEHTUPOBaHHOU B MOJIOAOM BO3pacTe 6e3 mpen-
IIECTBOBABIIEN IJIMTETLHOU W/WUN «aTrpecCUBHOI»
KJIMHUKU 3a00JIeBaHUS TIOYEK, a «BIUCAIUCH» B THUA-
THO3 «00J1e3Hh Pabpu» TOJBKO PETPOCIIEKTUBHO, T10-
cJie CKpUHUHTA U MOATBEPXKIECHUS C MOMOIIBIO TOPO-
TOCTOSIIIIUX OMOXUMUYECKUX U MOJEKYJISIPHO-TEHEeTH -
YECKHUX UCCIENOBAHUN.

O4eBUIHO, YTO TMPAKTUKA TO3IHETO BBISIBICHUS
6osie3Hn Pabpu JOCTATOYHO paclpocTpaHeHa B MUpeE
B CUJIy HU3KOW HACTOPOXEHHOCTU KIWHUIIMCTOB. B
TOM uMciie U 1o 3toil mpuuuHe B 2015 roay European
Fabry Working Group akiieHTMpoBaja BHUMaHUE Ha
00513aT€JIbHBIM CIHELUAIBHOM OOCJIeIOBAHUU MYX-
yuH ¢ XBII HeyTouyHeHHOro reHesa, 3a00JEBIIUX B
Bospacte g0 50-tu net (kiacc mokasanHoctu 1) [3].
CKpPUHVHT, BBITIOJTHEHHBIN COTJIACHO 3TUM PEKOMEH-
JalUsIM, CTaJl «TOYKOU mepeoMa» B UCTOPUU OOJE3HU
naueHta C. OgHako, Npeanoa0oXUTb AUarHo3, 3Has
KJIMHUYECKUE OCOOEHHOCTU 3a00JeBaHUsI, MOXHO
ObLIO HAMHOTO paHbliie - B Bo3pacte 18-20 neT, a Ha-
yajao cneuu@uueckoil Tepanuu B To BpeMs (0yab oHa
JIOCTYITHA) AaJI0 OBl peajibHbII IIAHC YJIyYITUTh TToYey -
HYIO MCTOpMIO ManueHTa (kjaacc mokazaHHoctu I) [3,
5]. B 10 XXe BpeMs1, O3AHUI AuarHo3 6ose3nun Padpu
(Ha craguu HeoOpaTUMBIX U3MEHEHUI B MOYKax) He
O3HayaeT, YTo (PepMeHTO3aMeCTUTEIbHAsl Teparnus B
JAaHHOM cJlyyae yxe He moka3aHa. CeroaHs SKCIepThl
CUMTAIOT HEOOXOMMMBIM MPOBEACHUE €€ MallMeHTaM,
MOJIyYalOIINX 3aMECTUTEbHYI0 MOYEYHYIO Teparulio,
TMOCKOJIbKY JOKa3aHa BEPOSATHOCTb CHUXXEHUS 4acTo-
Thl KapAWaTbHBIX W HEBPOJOTUYECKUX OCIOXHEHWN
[7].

Breigenenue 6one3nn Pabpu cpeau MalNeHTOB C
XBII TpebyeT BKIIOYEHUSI B MEHEI)KMEHT MYJIbTUAUC-
UTIMHAPHOW KOMaHIbI, B TOM YHWCJie — KOHCYJIbTa-
TUBHOE COMpOBOXAeHUE reHeTukoM. Hacnenosanue
MO0 CXeMe, CBSI3aHHOU ¢ X-XpOMOCOMOW HMMEET CBOU
MpaBuja: My>XYWHBI TepenaloT MaToJOTMYeCKUi TeH
TOJILKO JIOYKaM; y >KEHIIMH BEPOSTHOCTHb Tepenayu
MOTOMCTBY MaTtoJioruu coctaBiser 50%, u mpoluecc
3TOT CJIy4yaeH - MOXET He 00JIeTh HUKTO WU BCE JETU
[3]. BoBiieueHune B AUarHOCTUYECKHUIA MPOLIECC CEMbU
TMOJATBEPXKIEHHOTO MallMeHTa UMEET BBICIIIUIT YPOBEHb
nokazaHHocty (I) mo pesynbratBHOCTH [6]. B cnyuae
¢ naureHtoM C. Hamuuyue MyTaluuu (C HOCUTEJIbCTBOM
MaTOJIOTUYECKOTO TeHa WU OOJIE3HBIO) BEPOSITHO Y
BCEX U3BECTHBIX MY XXUBYIIIUX KPOBHBIX POICTBEHHM -
KOB 10 MaTE€PUHCKOM JUHUU (CM. pUC. 2), U TILIATETb-

HBI COOp aHaMHe3a ¢ PeBU3Ueil UMEBIIUXCS XKaJlob U
KJIMHUYECKUX OCOOEHHOCTE! Y BCeX HUX (KaK y caMOro
C.) MOXeT U3MEHUTh UX CTaTyC.

3akimouenne. 3HaHuss 00 opdaHHBIX 3aboiie-
BaHUSX, B TOM uucie — 0one3Hu @abpu, HE TOJIBKO
MEHSIIOT TIPe/ICTaBJIeHNe KJIMHUIIMCTOB O CTPYKType
XBII, HO MOATBEPXAal0T HEOOXOAUMOCTD MEPECMOTpa
JIMaTHOCTUYECKUX AJITOPUTMOB B PYTUHHOUM TIpaKTH-
ke. [lpaBunbHBIN AMArHO3 TTO3BOJIUT YJIYYIIUTh WC-
xox 3abojeBaHUsI TIPU CBOEBPEMEHHOM Ha3HAYeHWU
(epMeHTO3aMeCTUTEIbHOM Tepanuu, a Ipu HAJIMYUU
TEePMUHAJILHOW TMOYeYHOW HENOCTaTOYHOCTU - BO3-
MOXHO TIPEOTBPAaTUT peaau3aluio APYTUX KPUTHUY-
HBIX OCJIOKHEHUU - apuTMUii, WH(papKTa MUoKapja,
WHCYJbTA, JIp.

KondamkT nHTEpecoB: crnieninanibHble 00CTea0Ba-
Hus B nabopatopuu CENTOGENE AG (dpepMmeHTO-
JIIMaTHOCTUKA, MOJIEKYJISIPHO-TEHEeTUYeCKOe TEeCTUPO-
BaHUe U OuoxuMudeckuit Tect Ha Lyso-Gb3) y nanu-
€HTOB OTAEeJeHUSsI TeMoaraan3a ObLI0 MPOPUHAHCUPO-
BaHo Shire Pharmaceuticals.

IManuent C. gan 1od6poBoOIbHOE MHPOPMUPOBAH-
HOE corjlacue Ha IyOJIMKaIUIO TTePCOHABHBIX MEIM-
LIMHCKUX JAaHHBIX U ¢oTorpaduii B «YKpaiHCbKOMY
XypHali HedpoJsorii Ta Aianizy» B 00e3TUYEHHOU
dopMe (komust coracus 0e3 UACHTUDUIMPYIOIIUX
JAHHBIX HAXOAUTCS B PEIaKIINN).

Bknag kaxaoro aBropa.

C. @omuna: KOHLENLNS, aHAIU3 JTUTEPATYPHBIX
JaHHBIX, 0000IIeHNe MaTepraia, HalMCaHUE CTaThU.

E. Oeckaa: nuzaiin uccrnenoBaHusi, cOop U aHa-
JIN3 KJIMHUYECKOTO MaTepuaa.

BbaarogapHocTb. ABTOPBI GiarofgapsiT COTPYIHU-
koB LlenTpax opdannbix 3a06oneBanuiit HICH «OX-
MATIWT» M3 VYkpauHbl 3a KOHCYJIbTUPOBAaHUE U
METOIOJIOTMYECKOE CONPOBOXIEHUE B MpOIecce T0-
CTaHOBKU TMAaTHO3a.
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