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Oco0eHHOCTH TaTOAOTUH OpraHa 3peHus npu opdasHoM cuHApoMe Pierson
BCAeACTBUe MyTauyuu reHa LAMB2 y peTeii: 0030p AUTepaTypbl 1 KAUHUYECKOE

HaOAIOAeHue
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PE®EPAT

CunpapoMm [Tupcona (cuaapoM Pierson) sBasgercs opaHHON
OOAE3HBIO C AYTOCOMHO-PEIeCCUBHLIM TUIIOM HAaCA€AOBAHUS,
XapaKTepu3yollencs CoOUeTaHHON IIaTOAOTHEN OpTaHa 3peHHus,
IOYeK U IjeHTpaArbHOU HepBHOU cucTeMbl (LJHC). Cunapom
Pierson o6ycaroBAaeH MyTanuei rena LAMB2, KapTHPOBaHHOTO
Ha xpoMocoMe 3p2l, kopupyrouiero B2-raMuHuH. [TaTOAOTHS
opraHa 3peHHs IIpU CHHApPOMe Pierson y peTeir AOCTATOYHO
paszHooOpa3Ha. XapaKTepHO HaAUUMe Y HUX KaTapaKThl, 3apAHe-
ro AeHTUKOHYCQ, TUIONAA3UN PAAYKKH, TAQYKOMBI, OTCAOUKH
ceT4aTKU ¥ np. TakKe 4acTo HAOAIOAQETCS MUKPOKOPUS (AHa-
MeTp 3payka MeHee 2 MM) BCAEACTBUE aTpOUU AUAATATOPA
3pauka. OKOHYaTeAbHBIM AMAaTrHO3 CUHAPOMa Pierson Bo3mMox-
HO YCT@HOBHUTB TOABKO IIO PE3yAbTaTaM MOAEKYASIPHO-TE€HETH-
YeCKOT'0 UCCAEAOBAHUSA. BBUAY TAKEABIX )KU3HEYTPOIKAIOMUX
PeHaABHBEIX IPOSIBAEHUM CUHAPOMa Pierson, AOAroe BpeMs OIIu-
caHue O0(TaAbMOAOIMYECKOM MAaTOAOTUHM OBIAO AOCTATOUHO
MOBEPXHOCTHBIM. OAHAKO, YUYUTHIBAS BEICOKYIO YaCTOTY U KAH-
HHUYECKYIO TSOKECThb IIaTOAOTMYU OpraHa 3peHus IIPU CUHAPOME

Pierson, npeacTaBAsieTcss 0COO€HHO Ba’KHBIM IOAPOOHO U3yUUTh
0COOEHHOCTH TAA3HOTO (heHOTHUIIa IPU ITOM 3a00AEBaHUMU.
Hamu onucano KAUHHYECKOe HabAIoAeHKe pebeHKa ¢ CUHAPO-
MoM Pierson, y KOTOpOoro BEISIBA€HA MUCCEHC-MyTallud reHa
LAMB2, panee He onucaHHbIHM BapuaHT (rs143405268) B sk30He
18. 3aboreBaHUe IPOSBUAOCE COUeTAHHON IIATOAOTHEH OpraHa
3penusd, nodek u LUHC. I'hazHol deHOTHI Y TPOOAHAA TIPEA-
CTaBA€H MUKPOKOPHEeN, AUPPy3HOM BPOKACHHON KaTapaKTOMH,
a B AaABHeHIIeM — BTOPUYHOU AayKOMOM (Ha (hoHe IOoCAe-
oneparnuoHHOU aakuu). BEIIBA€HEI 0COOEHHOCTH IIOYEYHOTO
¢enoTuna y npobaHpa — MOAKOBOOOpa3Has IOUKA, IPOTEUHY-
pusi, He AOCTUTAIOIAs CTeIIeHN He(PPOTUYECKOTO CHHAPOMA, C
coxpaHHOM pyHKIKel noyek. OCOOEHHOCTHIO AQHHOTO CAYYas
y pebGeHka cuHApoMoM Pierson fIBASeTCS OTCYTCTBUE Hedpo-
TUYECKOTO CUHAPOMA B COUYETAHUH C KAACCHUUYECKUM TAA3HBIM
deHOTUIIOM DU UACHTU(PUIEPOBAHHOM paHee He ONUCAHHOM
BapuaHTe MyTauuu rema LAMB2.

KaroueBble caoBa: cungpom [lupcona, Pierson syndrome,
LAMB2, BpoxXgeHHas Kamapaxma, MUKPOKOPUsL, BMOPUYHAS IAA-
yKoma
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Review

Features of visual organ pathology in orphan Pierson syndrome due to LAMB?2 gene mutation in children: literature

review and clinical observation

Elena A. Romanova, Vladimir V. Brzheskiy, Nadezhda D. Savenkova, Natalia N. Sadovnikova

St. Petersburg State Pediatric Medical University of the Ministry of Health of the Russian Federation, St. Petersburg,

Russian Federation

Pierson syndrome is an orphan disease with an autosomal
recessive mode of inheritance, characterized by combined
pathology of the organ of vision, kidneys and central nervous
system. Pierson syndrome is caused by a mutation in the LAMB2

©PomaHoBa E.A., CaBeHkoBa H.[., bpxeckuin B.B., CagoBHukoBa H.H., 2024

gene, mapped on chromosome 3p21, encoding $2-laminin. The
pathology of the organ of vision in Pierson syndrome in children
is quite diverse. They are characterized by the presence of
cataract, posterior lenticonus, iris hypoplasia, glaucoma, retinal
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detachment, etc. Microcoria (pupil diameter less than 2 mm) is
also often observed due to atrophy of the pupillary dilator. The
final diagnosis of Pierson syndrome can only be made based on
the results of a molecular genetic study. Due to the severe life-
threatening renal manifestations of Pierson syndrome, for a long
time the description of ophthalmological pathology was rather
superficial. However, considering the high frequency and clinical
severity of vision pathology in Pierson syndrome, it seems
especially important to study in detail the features of the ocular
phenotype in this disease. We have described a clinical
observation of a child with Pierson syndrome, who was diagnosed
with a missense mutation of the LAMB2 gene, a previously
undescribed variant (rs143405268) in exon 18. The disease

manifested itself as a combined pathology of the organ of vision,
kidneys and the central nervous system. The ocular phenotype
of the probands represented by microcoria, diffuse congenital
cataract, and later by secondary glaucoma (after cataract surgery).
Features of the renal phenotype of the proband were revealed —
a horseshoe-shaped kidney, proteinuria not reaching the level of
nephrotic syndrome, with preserved renal function. The
peculiarity of this case of a child with Pierson syndrome is the
absence of nephrotic syndrome in combination with the classic
ocular phenotype with a previously undescribed variant of the
LAMB2 gene mutation identified.

Key words: pierson syndrome, LAMB 2, congenital cataract,
microcoria, secondary glaucoma
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BBEJEHUE

pobnemMa OKa3aHHUA CIEIUATU3UPOBAHHON

O(PTAIBMOJIOTUUECKOM ITOMOIIH HOBOPOXK/ICH-

HBIM U JETAM IIEPBOI'O I'OJ1A >KU3HH B IIOC/ICJHEE
BpeMsI IPUOOPEIA OCOOYIO AKTYAIbHOCTD. He TepsaioT
TAKXKE KIUMHUKO-COLMAIbHON 3HAYMMOCTH M TAKHE
U3BECTHBIE 3100JIEBAHMSA IJ143 Y HOBOPOXK/IEHHBIX, KaK
HEOHATAJIBHBIA KOHBIOHKTHUBUT, PETUHOOIACTOMA,
BPOKAEHHAA IVIAYKOMA U KATAPAKTA, MHOI'OYMCJICHHDIE
IOPOKH PA3BUTHA 171434 U €I'O BCIIOMOI'ATE/IbHBIX OPIrad-
HOB. M B 3TUX HANIPABJIEHHUAX B IOCJIETHUE IO/l HAOJIIO-
JIA€TCA ONTYTUMBIN IIPOTPECC: BHEIPAIOTCA HOBBIE METO-
JIbI IMATHOCTHUKU U JIEYEHU, PA3PAOATBIBAIOTCA MEXKTY-
HAPOJAHBIE IIPOTOKOJIBI U CTPATETUN KyPAIIUH TAKHAX
Jereri [1].

Cungpom Ilupcona/cunapom Pierson
(OMIM#609049) BciencTBue myraruu rexa LAMB2
siBsieTcst oppanHo 60ne3Hbi0 (ORPHA 2670, pactpo-
crpaHeHHocTh <1/1 000 000) ¢ ayroCOMHO-PEIECCHB-
HBIM THUIIOM HAC/ICJOBAHUSA, XaAPAKTEPUIYETC COYETAH-
HOU ITATOJIOTUEN OPraHa 3PEHUA, [IOYEK U IEHTPAIbHOMI
HepsHOU cucteMel (LTHC) [2—-8]. Cunapom Pierson o6y-
CJIOBJIEH MyTanuen rena LAMB2, KapTUPOBAHHOI'O HA
XpoMmocoMe 3p21, Kogupymomero B2-raMuHUH [5].
B imreparype onmcano Mmenee 70 ciay4daeB CUHAPOMA
Piersony nereri [7].

M. Pierson u coaBt. (1963) BriepBbIC OMUCATH KIIN-
HUYECKUM CJIydaid — JBYX POJHBIX CECTEP, Y KOTOPHIX
HAO6JIIOAAICA BPOXKACHHBIN HE(PPOTUYECKHUHI CUHAPOM C
JIUPPY3HBIM ME3AHIUAIBHBIM CKIIEPO30M U AHOMAJIHSA-
MU OpraHa 3pEeHUs (MUKPOKOPUA, ATPOPH JWIATATOPA
3pAa4Ka, [ATOJOIMYECKUE U3MEHECHUSA POIOBULIbL, XPY-
CTIMKA U CETYATKHN). [TOpaK€HNE MOYEK C OBICTPBIM
Pa3BUTHEM XPOHHUYECKOM IOYEYHOMN HEJJOCTATOYHOCTH
IIPUBEJIO K CMEPTH B IIEPBBIEC HEAEIMN )KU3HU [9]. CUHAPOM

BOIIIEJI B IEAUATPHUUECKYIO JIUTEPATYPY MO/ HA3BAHUEM
cuHpoMm Pierson.

B oTeuecTBEHHON M 3aPYOEKHOI JTUTEPATYPE IPU
ONHMCAHUH JJAHHOTI'O CUHPOMA UCIIOJIb3YETCS CIIEYIO-
masg TEPMUHOJIOTUA: MUHAPOM [IMpCcoHA, CUHIPOM
Pierson, microcoria — congenital nephrotic syndrome,
microcoria — congenital nephrosis.

Kak M3BECTHO, TAMHUHHUHBI ABJISAIOTCS [NIMKOIIPOTE-
MHAMU — OCHOBHBIMHU COCTABJIIOINUMU 633/ IbHBIX MEM-
OpaH B OPraHU3ME YEJIOBEKA. JIAMUHUHBI OKA3bIBAIOT
B/IMAHUE HA JU(PHEPEHLIMPOBKY U IPOIU(pEPALINIO KIIE-
TOK, HIPWIETAIONTUX K 62327TbHON MEMOpPAHE. DTU ITTUKO-
IIPOTEUHBI COCTOAT M3 TPEX MOJUNENTHHBIX IIETEN: a,
B, Y. Y MJIIEKOITMUTAIONUX BBIIE/IAIOT IIATh a-LIENEN, YEThI-
pe B-LIenu 1 TPU Y-LIENH; KAKAYIO U3 12 1ienen Kogupyer
CBOU onpeaeeHHbIN rex [10].

JlamyHuH B2 — OCHOBHOM KOMIIOHEHT B ITIOMEPY-
JIIPHON 0a3a71bHOM MeMOpaHe (JIAMUHMH-521, COCTOS-
Ui 13 a5-, B2- u yl-uener). B 2001 . N. Kobayashi u
COABT. JOKA3AJIH, YTO JIJAMUHUH-521 ycKopseT pOpMUPO-
BAHUE OTPOCTKOB IIOJOLUTOB 72 vitro [11]. Kpome Toro,
OOHapYKXE€HA IKCIPECCUs B2-TaMHUHHHA B CTPYKTYpax
I71a32: B JWIATATOPE 3PadKa, 6a3a/IbHBIX MEMOPAHAX POTrO-
BUIIBI U CETYATKHU, 4 TAKKE KATICYJIE XPYCTAINKA 1 BHYTPU-
IVIA3HBIX MBIMIAX [12; 13]. OcobeHHOE 3HaYeHUE B2-1a-
MMHMHBI UTPAIOT B PA3BUTUM CETYATKU. R. Libby 11 COaBT.
(1999) y Mbltei ¢ JeUITOM B2-TaMUHUHA 3a3(DUKCHU-
POBAIM YKOPOYEHHE BHYTPEHHUX U HAPYKHBIX CETMEH-
TOB (POTOPELIENTOPOB U HAPYIIEHUE CUHATITUYECKUX
CBA3€EU B HAPYKHBIX CJIOAX CETYATKH MEKAY (POTOPELIETI-
TOPAMU 1 OUITOJIIPHBIMU KJIETKAMHU [14].

Kimandeckue nposaBiIeHuA Cuaapoma Pierson

[TaTonorus opraHa 3peHus IIpyu cuHapome Pierson
Y IETEN TOCTATOYHO PA3HOOOPA3HA. XaAPAKTEPHO HAJIU-
YHE Y HUX KATAPAKTBI, 33/JHETO JICHTUKOHYCA, TUITOILIA-
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Tabauya

OcCHOBHbIE KAUHHYECKHIE NPOoABACHUA CHHAPOMaA Pierson Yy AeTei

Table

The main clinical manifestations of Pierson syndrome in children

['Aa3HbIe aHOMAAUH
Eye pathology

[TaToArorus moyexk
Kidney pathology

IMaronorus L]HC
Pathology of the central nervous system

l'umomnnasus papyxKu
Iris hypoplasia

[Toueunas AuCIAQ3US
Renal dysplasia

3aAepKKa Pa3BUTHS
Developmental delay

KaTapakTa
Cataract

BposkAeHHEIN He(POTHIECKUI CUHAPOM
Congenital nephrotic syndrome

Mpimmeynas TUIOTOHUS
Muscular hypotonia

3aAHUH AeHTHKOHYC
Posterior lenticonus

[TpoTennypus
Proteinuria

MuacTeHUYeCKu CHHAPOM
Myasthenic syndrome

T'raykoma
Glaucoma

Auddy3HbI Me3aHIHAABHBII CKAPO3 (II0 AQHHBIM
Guorncun)
Diffuse mesangial sclerosis (according to biopsy)

Apedaexcus
Areflexia

OTCAOMKa CeTYaTKH
Retinald etachment

[TporpeccupoBaHue B XpOHHYECKYIO 60AE3HB TOYEK
Progression to chronic kidney disease

Mukpokopus
Microcoria

3UH PAAYKKH, TJIAYKOMBI, OTCJIOHKU CETYATKU U TIP.
Taxoke 4aCcTo HAOIIOIAETCA MUKPOKOPUS (IMAMETP 3pad-
K4 MEHEE 2 MM) BCJIEACTBUE ATPO(PUN JHUIATATOPA 3PAY-
Ka [15]. Takoe COCTOSTHUE BO MHOT'OM OCJIOKHAET O(PTAIb-
MOJIOI'MYECKHUI OCMOTD, 3ATPYAHAA BU3YAIU3ALIMIO BHY-
TPUIVIA3HBIX CTPYKTYP, PACIIOIOXKEHHDIX 34 ITIOCKOCTBIO
3payKa.

[TaTonmorusa movex y gere ¢ CMHApPOoMOM Pierson
YaIe NPOABIAETCA IPOTEUHYPUEN WIH BPOXKIEHHBIM
HE(PPOTUYECKUM CUH/IPOMOM C AUMPPY3HBIM ME3AHIH-
AJIbHBIM CKJIEPO30M, IIPOTPECCUPYIOIUMH B TEPMUHAIIb-
HYIO IIOYEYHYIO HEJOCTATOYHOCTb [2-4, 12].
Manugecranus NpOTEUHYPUN WIH HEPPOTUUECKOI'O
CHH/IpOMA V IET€H OTMeuYeHa B Bo3pacte ot 0 710 6 JieT,
IIPOI'PECCUPOBAHUE B TEPMHUHAJIBHYIO IIOYCUHYIO HEJO-
CTATOYHOCTDL — OT 0 10 21 rona [2—4, 12].

Co cropons! ITHC HA6/I01AI0TCA 334 PKKA PA3BU-
THSL, MBIIIIEYHAS TUIIOTOHUS, MUACTEHUYECKUI CUHIPOM,
apednexcus. XapakTepHbIE U3MEHEHMS 7143, IOYEK U
HHC y gerert ¢ cuHapoMoMm Pierson, npencTaBaeHbl
8 maonuue.

KpoMe nepedncnenHsiX, B MOCAEAHHE IOAbI ObLI
BBIABJIEH PAJl 00JIEE€ PEAKUX AHOMAJIUH, BBIABICHHBIX Y
MAIMEHTOB C CUHAPOMOM Pierson.

C. Beaufils u coasr. (2018) [16] coobmutmm o 15-1et-
HEM JEBOYKE C CUHIPOMOM Pierson, y KOTOPOI B IIEPUO/T
IIOJIOBOI'O CO3PEBAHMS PA3BUWIACH TSDKEIASA AePOPMALIUA
KOCTEH (CKOJIMO3, genuvarum u Au@y3HbIe AnU(pU3ap-
HbIE€ AaHOMQJINH). BbLIO BBIABIEHO OTCYTCTBHE SKCIIPEC-
Ccyud B2-TaMUHUHA B KOCTHOM TKAHU NAIIUEHTKU, B TO
BpEMSI KaK B KOHTPOJIBHOM 3/I0POBOM OOPA3IIE SKCIIPEC-
cu B2-1aMHUHUHA IIPHUCYTCTBOBAIA. ABTOPBI IIPEAIIONO-

JKIAJIM, 9YTO KOCTU MOI'YT ObITh HOBBIMU MHUIIEHAMHU IIPU
cuHJpoMe Pierson U 4To JIAMUHUH B2 MOXET UI'DATh
PENIAIONTYIO POJIb B PA3BUTUN U POCTE KOCTEH, ITIOCKOJIb-
KY HE OBUIO HUKAKUX JIPYTUX OYEBU/IHBIX META00INYE-
CKHX WIH «[TOYECUYHBIX>» OObICHEHUH TSLKEIOTO KOCTHO-
ro (penorumna.

E Kulali 1 coast. (2020) onyoIMKOBaIA KIMHUYE-
CKO€E HAOIOJEHUE MAITUEHTA C HOBBIM BAPUAHTOM T'OMO-
3UTOTHOM MyTatueit ¢.1890G>T, p.Q630H B 14-M 3K30HE
rena LAMBZ2,y KOTOpOro cuHapoM Pierson nporexan ¢
ATUMUYHBIMUA (DEHOTUITUYECKUMHU ITPUBHAKAMU OyJUIE3-
HOTrO anujgepmonunsa [17].

O KMIIEYHOM aHOMAJINH (MAJIbPOTALIMYU KUIIICYHU-
Ka) Yy HAIMEHTOB C CUHAPOMOM Pierson, co cioxHOU
TreTEPO3UTOTHOI MyTalen B rene LAMB2 B 3K30HE 14
(NM_002292.3:c.1648C > T:p.Arg550X) u aK30HE 27
(NM_002292.3:c4519C > T p.Glu1507X), coobmimim
K. Nishiyama u coasr. (2020) [18].

MoJIeKyIAPHO-TEHETHIECKOE HCCIEA0BAHHE

npu cubjapome Pierson

OKOHYATE/IbHBIA JUATHO3 CUHJpOMA Pierson BO3-
MOYKHO YCTAHOBUTD TOJIBKO ITO PE3Y/IBIaTaM MOJICKYJISIP-
HO-T€HETHYECKOT'O UCCIEA0BAHNA. BBIY Op(haHHOCTH
JIAHHOT'O CHMH/IPOMA TAKOE UCCIEIOBAHUE YAIOCh OCY-
IECTBUTD JIUIIIb B Havaie XXI B.

B 2005 r. M. Zenker u coasT. [19] o6cneoBanu
OCTABIINXCA B KUBBIX POJICTBEHHHKOB CECTEDP, ONTUCAH-
HBIX M. Pierson [9]. MOJIEKyJIAPHO-TEHETUYECKOE UCCIIC-
JIOBaHME ObLIIO MIPOBEJCHO 79-JIE€THEN MATEPH U 3/10PO-
BOI cecTpe GOJIBHBIX CHOCOB, cecTpe oTia. K MoMeHTy
NPOBENEHUA OOCIENOBAHMUA OTEL ITAIIMEHTOB YMEDP B
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BO3pacte 60 JIeT OT paKa KeayKa. MaTh MAITUEHTOB B
PAaHHEM BO3PACTE IIEPEHECIA OCTPBII ITIOMEPYIOHED-
PUT, BEPOATHO, CBA3AHHBIN CO CTPEITOKOKKOBOM MH(EK-
IIUEH, OT KOTOPOT'O NOJTHOCTBIO BBI3IOPOBENaA. TeTs onu-
CAHHBIX PaHee MAIIMEHTOB U UX CECTPA HE UMEJIU U3ME-
HEHHI IOYEK U OPTaHa 3pEHMUS. Y OOCIEOBAHHBIX ObUIO
BBIABJIIEHO 2 MYTAIlUH C OTIIOBCKOM U MATEPUHCKOU
CTOPOHBI COOTBETCTBEHHO. Y MATEPHU MAITUEHTOB (TIPEI-
TOJIATAEMBIN OOJIMT'ATHBIN HOCUTEb) OOHAPYKEHA I'eTe-
posurorHast myraist reua LAMB2 ¢.2067C8G B 16-m
3K30HE, CO3/IAIOMNIAST CTOT-KOIOH (Y689X). TeTs marueH-
TOB ITO OTIIOBCKOM JIMHUU OKA3a/1aCh HOCHUTEJIEM IPYT'ON
r€TEPO3UTOTHON HOHCEHC-MyTalluu rena LAMBZ2
c.1122T8A B 9-M 3k30He (C374X). 3q0poBast cecTpa
[ALIMEHTOB HE YHAWIEAOBAIA MYTALHIO 110 MATEPUHCKOM
JIMHUW. ABTOPBI CJIEJIATIA BBIBOJ, O KOCBEHHBIX JIOKA3a-
TEJIBbCTBAX TOT'O, YTO OMHCAHHBIE M. Pierson [9] cubchl
OBLIM KOMMAYH/I-TETEPO3UTOTHBIMU IO JJBYM HOH-
CEHC-MYTALMsAM, YTO IIPUBEJIO K TIOJTHOMY OTCYTCTBUIO
B2-maMuHUHA.

Taxoxe M. Zenker 1 coasT. (2004) cooO1IWIM O nalu-
€HTAX, UMEBIIUX I'OMO3UTOTHYIO MHCCEHC-MYTAIHUIO
R246W rena LAMBZ2, y KOTOPBIX IPUCYTCTBOBATIO 3HA-
YUTEIBHOE CHIKEHUE, HO HE IMOJIHOE OTCYTCTBUE IKC-
IIPECCUU B2-JIAMUHHHA B TKAHAX I1OYEK [20].

Kpome Toro, MucceHc-myranuu B reue LAMB2, ipu-
BO/IMBIIIME K MEHEE TSDKEJIBIM ITIA3HBIM U ITOYEYHBIM
U3MeHeHusM, Ob1Tn onucanbl B 2006 1. K. Hasselbacher
M COaBT. [21]. V. Matejas 1 COABT. IPULIUIN K BBIBOAY, YTO
yCE€UEHHBIEC MyTalUU reHa LAMBZ2 CBA3aHBI C TSKEIbIMU
OPOSBICHUAMU CUHAPOMA Pierson, a HeyCeUeHHbBIE MyTa-
MU IIPUBOJAT K YACTUYHOM SKCIIPECCHUM IAMHUHUHA 32,
BBI3bIBASI MCHEE TSDKEIBI (PEHOTUII [22].

OdTaIBMOIOTHYECKHE IIPOABICHUA CHHIPOMA

Pierson

BBUly TSDKENBIX JKM3HEYTPOKAIONUX PEHATBHBIX
NPOABJICHUI CUHAPOMA Pierson, onmcanue odraabMo-
JIOTUYECKOH IIATOJIOTUH ObUIO IOCTATOYHO OBEPXHOCT-
HBIM. OJIHAKO, YYUTBIBASI BBICOKYIO YACTOTY U KIIMHHYE-
CKYIO TSDKECTD ITATOJIOTUHM OPIrdHa 3PEHMS IIPU CUH/IPO-
Me Pierson, mpeaCTaBIsaIoch OCOOEHHO BAXKHBIM MO/ -
POOGHO U3Yy4YUTb OCOOEHHOCTHU IVIA3HOTO (DEHOTHUIIA.

C. Bredrup n coasr. (2008) NpeACcTaBUIN JaHHbIE
O(PTAIBMOJIOTUYECKUX UCCIIETOBAHUI 17 MAITUEHTOB C
CUHJPOMOM I'€HETUYECKHU IOITBEPIKIEHHOI ITATOJIOT -
€ B2-mamMuHnHA [15]. COrnacHO NOMYYEHHBIM UCCIIE0-
BATEJIIMU JJAHHBIM, TIPAKTHYECKH ITOCTOAHHBIM IVIA3HBIM
IPOSIBJICHUEM CUH/IpoMa Pierson sBjisijiacb MUKPOKOPUSL.
MHUKPOKOPHUSI 4aCTO COINPOBOX/JANACh I'MIOINIA3UEH
panykku. [IpUMEPHO Y OJOBUHBI ITAIIMEHTOB HABJIIO-
JAJINCh AaHOMAJIUH XPYCTAIUKA — KATAPAKTa, 3aJHUHI
JIEHTUKOHYC, C(pepOodaKkus U MUKPO(DAKUA. Y HECKOIb-
KHX ITAITUEHTOB Obl/Ia OOHAPYKEHA OTCJIONKA CETYATKH,
AIUIa3Usl MAKYJIBL, TUIIOIIA3Us 3PUTEILHOIO HEPBA. Y 3
MALIMEHTOB UMEJIA MECTO JIBYCTOPOHHSS INIAYKOMA, EIIIE
y IBOMX UMEJIOCH NTOJIO3pEHUE HA rnaykoMy. C. Bredrup

U COABT. OOBACHAIN ATOTEHES IVIAYKOMBI Y ITALIUEHTOB
¢ cunipoMoM Pierson cMeneHrueM UpUOXPyCTAIMKO-
BOU inapparmel Kepeiu Ha MOYBE AaHOM AN 33JJHETO
CETMEHTA IJIa3a MO0 MEPBUYHOIN AHOMAJIHUEH yIia
HepeaHed KamepelL IIpuMedaTesbHoO, 4TO y OAHOro U3 17
ob6cneayeMbIX CUHIpOM Pierson 6bl1 3aI0A03PEH HA
OCHOBAHUU MUKPOKOPHH, TOCKOJIbKY SIBHBIE ITPU3HAKU
PEHAIBHOM MATOJOTUH OTCYTCTBOBAJIN, 4 CHUKEHHE
(PYHKIIMH ITOYEK OBLUIO YCTAHOBJIEHO IMTPH CKPUHUHTOBBIX
TECTAX IO3/IHEC.

M. Arima u coasT. (2017) onyOIMKOBaIN KINHAYE-
CKOE HA0OMI0/IcHUE peOEHKA ¢ CMHJPOMOM Pierson, B
KOTOPOM IIPEJICTABUIN JJAHHBIE OITHIECKON KOTEPEHT-
HOI TOMOTPA(pPHUH, UMMYHOTUCTOXUMUYECKOT'O HUCCIIE-
JIOBAHUA U JIEKTPOHHON MUKPOCKOITUH PAZy’KHOM 060-
JIOYKH [23]. ITO JaHHBIM ONTHUYECKOHU KOI'€PEHTHOM
TOMOTPpaPUHU y NAITUEHTA C CUHAPOMOM Pierson Obu1a
BBISBICHA JI€30PIaHU3AIUA CJIOEB CETYATKH, 4 TAKKE
HCTOHYEHUE CETYATKU U COCYAUCTON 060/04Ku. [1pn
3TOM B XOPUOHZIEE OTMEYAIOCh YMEHBIIEHUE TOJIIINHbI
CTPOMBI U YBETMYEHHUE TUAMETPA XOPHOUJAIBHBIX COCY-
JIOB. IMMYHOTHCTOXUMUS U JIEKTPOHHASI MUKPOCKOITHS
OOGHAPYKIINA TUIOIUIA3UIO PALYKKHA U HICTOHYEHUE UITH
Je(EKT 6A3ATbHBIX MEMOPAH.

Taxoxke M. Magliyah u coasr. (2021) coobmunu o
17-nerHeil mauyeHTKe ¢ HEOBACKY/IIPHOM ITIAyKOMOH,
pa3BuBIIENca HAa (HPOHE HIIEMUH CETYATKU [24].
MOJIEKYIAPHO-TEHETUYECKOE UCCIIEJOBAHNE BBIABHIIO
MyTanuio rena LAMB2 TOMO3WUIOTHBIA BAPUAHT
c4573+1G > A, 4TO IIO3BOIWIIO JUATHOCTUPOBATD CUH-
JpoMm Pierson. DTOT CIydai XapaKTepU3yeT HOBBIE OCO-
OEHHOCTH ITIa3HOTO (DEHOTUIIA IPHUAAHHOM CUH/IPOME.

Jledenue nerey ¢ cuiHapomoMm Pierson

Jleyenune gerert ¢ CUHAPOMOM Pierson ¢ BpoxzaeH-
HBIM WIX UHPAHTHIBHBIM HEPPOTHIECKUM CUHAPOMOM
HAaIIPaBJICHO HA KOPPEKIIUIO TMITOATBOYMUHEMHUHU, THIIO-
BOJIEMUM (BBEJICHHUE KaNIeIbHO 20% pacTBOPa AIbOyMH-
HA, B KOHIIE MOYET'OHHBIX — (PypOCEMU/IA); OOCCIICUCHUE
TUTNEPKATTOPUHHON AUeTOH (130 KKaJI/KI' /NEHb, JOTAIHAAL
oenka ¢ numeld — 3—4 r/kr/cyr, Buramuna D). leTam
IIPOBOAUTCSI KOHTPOJIb TOMEOCTATUUECKON (DYHKIIUU
IIOYEK, IPU IPOTrPECCUPOBAHUM B TEPMUHAIBHYIO CT4-
JIUIO TTIOYEYHOU HENOCTATOYHOCTH MOKA34HA 3AMECTH-
TEIbHAA MOYEYHAA TEPANHA IIEPUTOHEAIBHBIM JJUAJIN-
30M [12]. TpaHCIuIaHTAIUA TOYKU YBEIIMUUBAET BbDKU-
BAEMOCTB JieTer ¢ cuHapoMoM Pierson. B 2017 1. S. Guler
U COABT [25] cOOOMMWIN O NIPOBEAEHHON [IBYXJIETHEMY
MaJIbYUKY C CHUHAPOMOM Pierson TpanHcCiuiaHTanuu
nouku. A. Sobieszczanska-Drozdziel n coasrt. (2021)
IPEACTABUIN OTYET O 5-JIETHEM HAOIIOLECHUH JCBOYKU
C TSDKEIBIM (PEHOTUIIOM (IIPOTEUHYPUS, TYOYIONATHS,
TSDKENAs APTEPUATIbHAS THIEPTEH3USA, SPUTPOIOS-
TUH-PE3UCTEHTHAS AHEMUSI, TEHEPATN30BAHHAS MbIITICY-
Hasl TUIIOTOHMS, MUKPOKOPHUS, KATAPAKTd, HUCTATM),
BBI3BAHHBIM OUAJUIEIBHBIMU (DYHKIIMOHATIBbHBIMU HYyJIE-
BBIMH BapuaHTaMu reHa LAMB2 (¢.[2890C > TJ; [4537C >
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T] (p.[R964°];[Q1513"]). HecMOTpPst HA TSDKEIOE TEUCHUE
cunjpoma Pierson, B Bo3pacre 4 jeT pebeHKy YCIICIITHO
BBITIOIHEHA TPAHCILIAHTAIUSA [TOYKH [20].

AKTUBHO BEJETCA IIOUCK HOBBIX METO/OB JICYCHUS
cunzapoma Pierson. Meei-HuaLin u coasr. (2018) BBoau-
JIM JIAMUHUH-521 Mblliam ¢ Mmyrauued reua LAVMB2 B
PETPOOPOUTAIIBHBIA CUHYC. I10 pe3ynsratamMm UCCIeno-
BAHUA BBIABIECHO OBICTPOE U CTAOWIBHOE HAKOIUIEHUE
JIAMHMHHHA-521 B TTIOMEPY/IIPHOM 6a3IbHOU MEMOPAHE
BCEX KIIYOOUKOB, yMEHBIIEHUE NOBPEKIEHUA [IOIOLIUTOB
U 3aMEJIIEHUE PAZBUTHA IIPOTEUHYPUH Y MBIIIEH C MyTa-
nuen rena LAMB2[27].

[Tpu IaTOJIOINH OPIr'aHA 3PEHUA Y TAITUEHTOB C CUH-
JpOMOM Pierson ¢ yueToM pasHOOOPA3Us KIIMHUYECKHUX
IIPOABICHUN TPEOYIOTCS PA3/INYHbBIEC TEPAIICBTUYCCKUE
U XUPYPIrUYECKUE METO/IbL, HAIIPABJICHHBIC HA COXPAHE-
HUE U [OBBIIICHUE 3PUTEJIbHBIX (DYHKIININ.

ITpUBOJUM KIMHUYECKOE HAOIIOJEHHUE CHHAPOMA
Pierson BeieacTsre Myranuu B rene LAMBZ2.

Knunuueckoe nabnrooenue

[TatimeHT H., MaJIb4YUK, OT BTOPOH 6EPEMEHHOCTH,
nporekasiiei Ha (pone OPBH, XpOHHUYECKOI'O HUENIO-
He(dpuUTa, BTOPBIX CPOYHBIX POJOB (MaCCa Teaa IpHU
poxaenuu 3175, mna 55 ¢m). Ha 5-e cyTKu KusHu
IIEPEBEJICH B OTJE/ICHUE I1ATOJIOIMU HOBOPOXK/ECHHBIX C
JKa7100aMU HA BAJIOE COCAHUE. YCTAHOBJIECH JIUArHO3: HEO-
HATAJIbHAs MHEMEKLUUSA HEYTOYHEHHOU 3THOJIOIUU,
MHEKIMA MOYEBBIBOJAIINX MIyTEH, HE(PPOIATUS, HE
UCK/IIOYEH BTOPUYHBIN HEPPOTUIECKUM CUHIPOM Ha
¢doHe BHYTPUYTPOOHOU MHGEKIIUU, YMEPEHHBIN CHH-
JIPOM YTHETEHUS, THIIOTOHUYECKHUIA CUHIPOM, CTUTMBbI
JIN33MOPHOI€HE3a, OTKPBITOE OBAJIbHOE OKHO (OO0),
HKO.

B Bospacre 1 mecsna 18 gHer ObUl TOBTOPHO I'OCITHU-
TAIM3UPOBAH B OTJEJIEHUE TATOJIOTUU HOBOPOKIEHHBIX
B CBSI3H C XKI00AMHU HA BSUIOE COCAHUE, IO OTKA34 OT €/1bl,
IIOBBIIICHUE TEMIIEPATYPHI TeJIA 10 (PeOPIIbHBIX TUDDP.
OO6CneI0BAICA U JIEUWICS B OTACJICHUU B TCUCHUE
1 Mecana ¢ AMarHo30M: YMEPEHHbBIA CUMH/IPOM yIHETE-
HUS, TUIIOTOHUYECKHUHI CUHPOM, CYO3NEHANMATIBHOE
KPOBOMBIUSHUE CIeBA 1-1 CTENEHH, JUCMETAOOTNYC-
CKast He(pponaTus (OKCATATHO-YPATHASA HE(PPOIATU),
BTOPUYHBII uesoHedput, OO0, HOPMOXPOMHAS aHE-
MU 2-U CTENIEHN CMENTAHHOT'O I'€HE3A, CKOPPUTHUPOBA-
HA TeMOTPAHC(Y3HUEH, OTCTABAHUE B POCTE U PA3ZBUTHN.
3a BpeMs HAXOXK/IEHHA B CTALIMOHAPE ITOBEJEHO JIEUEHUE:
AMHKALMH, BUPEPOH-1, mupaneTam, KOPTEKCUH, BUTA-
MUH B, ie@oTakcum, OTMbIThie 3pUuTporuThl A (IT) Rh
(orp.), BuepOH-1, BUTAMUH D3, 5PUTPOIIOITHH.

JBYCTOPOHHSS BDOXK/ICHHAS KATAPAKTA JUATHOCTU-
pOBaHa Y HOBOPOXICHHOI'O Ha 10-€ CyTKy XusHu. s
XUPYPIrUYECKOTO JIECUEHHS KATAPAKTHI B BO3PACTE 2 MECH-
LE€B MAIIUEHT OCTYIHI B INTAHOBOM MOPSJIKE B O(PTANIb-
MOJIOTUYECKOE OTAETIEHNE KINHUKM. [Tpr ocMoTpe: 062
r1a3a (OU) — B3 HE (PUKCUPYET; 3PAYKUA JUAMETPOM
1 MM, peaKIIny Ha CBET OTCYTCTBYIOT, MEJJUKAMEHTO3HO

PaCIIMPAIOTCA 1O 4 MM; XPYyCTUIUKA JADDY3HO MYTHBIE,
pedEKC C ITTa3HOTO IHA OTCYTCTBYET, OPTATbMOCKOIIHS
HEOCYLIECTBUMA. B O(PTAIBEMOIOIMYECKOM OTACIEHUN
3AIUIAHHMPOBAHO U ITPOBE/ICHO XUPYPTIUYECKOE JICUCHUE:
MHUKPOUHBA3UBHAS dKCTPAKANICYISAPHAS SKCTPAKIIUSA
KATAPAKTHI C IEPENHEN BUTPIKTOMUEN HA OOOUX IT1A3aX.
B nocneonepanitmoHHOM NMEPUOJE OTMEUYEHBI PUTU/I-
HOCTb 3Pa4YKa U OTCYTCTBUE PEAKIIUN HA MUJIPUATUKHU.

B o(pTanrbMONOrudecKOM OTAENEHNH Y MIAJEHIIA
OBbUIN BBISIBJIICHBI JICHKOLUTYPUSL, SPUTPOLIUTYPUS, OAK-
TEPUYPUA, IPOTEUHYPHA, HE JOCTUTAIONMASA CTEIIEHNU
HE(PPOTUIECKOI'O CUH/IPOMA, HEUTPOPUIE3 1 ITIOBbIIIC-
Hue COD B KNIMHUYECKOM aHAJIN3€E KPOBH, B CBA3U C YEM
PEOGEHOK ObUI KOHCYJIBTHPOBAH HE(PPOJIOIOM, JIUATHO-
CTHUPOBAaH nuenoHedpuT. C IPOBEACHUEM aHTUOAKTE-
PHATBHON Tepanuu 1e(PTPUAKCOHOM JOCTUTHYTA HOP-
MIN3ALMS AHAJIM30B MOYH U KPOBH.

B Bo3pacre 6 MecsIeB pe6eHKY MTPOBEACHO KOM-
IUVIEKCHOE OOCJIEIOBAHUE B HE(DPPOJIOTUYCCKOM OT/IETIC-
HUM KIMHUKU. [TO pE3yBraTam yJasIrpa3dByKOBOI'O UCCIIE-
JIOBAHUSA OPraHOB OPIOIIHOL MTOJIOCTU U IMTOYEK, JAHHBIM
3KCKPETOPHON ypOTrpa(prH BBIABIEHA IIOIKOBOOOPA3HASA
MOYKA.

I1py HEBPOIOTUYECKOM OOCIEAOBAHNM MALIUEHTY
YCTAaHOBJIEH AUATHO3: CHH/IPOM MBIIIEYHON TUTTOTOHUH,
CUHJIPOM ITUPAMHIHON HEJJOCTATOYHOCTU C O6EUX CTO-
POH, CMEIIAHHAA rUApoLedaIna, CHHAPOM BHyTpHUYE-
PEMHOM TMIIEPTEH3UU B CYOKOMITCHCAITHH.

B Bospacre 7 Mecanes Ha INIAHOBOM OCMOTPE
O(PTAIBMOIOTOM BBISIBIEHA BTOPHUYHAS KATAPAKTA JIEBO-
ro T71a32. [Ij1s1 IPOBEICHUS XUPYPTUUECKOTO JICUEHUS
PEOGEHOK BHOBB ObLI TOCITUTATU3UPOBAH B O(PTAIBMOJIO-
THYECKOE OTJEJIEHUE KIMHUKHU.

Status ophthalmicus: KpynmHOpPa3MamUCTHIA
HUCTATM; KPATKOBPEMEHHO COCPENOTAUYMBAETCA HA
KPYITHBIX NIPEAMETAX. BUOMUKPOCKOINNA JIEBOTO I71a32:
3padok 1 MM, MEAMKAMEHTOZHO PACIIHPAETCA 1O 2 MM.
32 pagyKKO¥M BHJHBI OCTATKH YIUIOTHEHHON 3aJHEH
KAIICYJIbl XPYCTAJIMKA C «OKHOM» ME€Hee 1 MM, CMEIEH-
HBIM KHU3y. Pedrnekc ¢ rmazHoro gHa ocnabie.
O@dTanbMOCKONNA HE OCYLIECTBUMA. BHyTpuUriasHoe
npasnenue (BIT) B ipejeiax HOpMbl. BHOMUKPOCKOIIUA
IIPABOTO I71434: 3PAYOK 1 MM, MEJUKAMEHTO3HO PACIIU-
psercs 10 4 MM. 34 PaAYKKOU BUIHBI OCTATKU YIUIOTHEH-
HOM 32/IHEN KATICYJIBI C «OKHOM» B LIEHTPE JUAMETPOM
3,5 Mm. Peprekc ¢ rma3znoro gHa po3osbiid. BT B ipeie-
JIaX HOPMBIL B IJIaHOBOM HNOPSJIKE BBIIIOTHEHO XUPYP-
THYECKOE BMENIATENBCTBO — MUKPOWHBA3UBHASA JUCIIN-
31U BTOPUYHOU KATAPAKTHI HA JIEBOM I71a3y. BO Bpem:a
JIAHHOM TOCHHUTAINU3ANNUN PEOGEHKA B3ATAd KPOBb JUIA
MOJIEKY/IIPHO-TEHETUYECKOT'O UCCIIETOBAHMA.

MOJIEKYIIAPHO-TEHETUYECKOE UCCIIEAOBAHME, IIPO-
BEICHHOE B J1aboparopru Genetics, uAcHTUHUIINPOBA-
JIO MyTAalMIO TUIIA MHCCEHC TreHa LAMB?2
(chr3:249163473G>T) B 3K30HE 18, BHIIBICH paHEE HE
ONMCAHHBIA BApUAHT (15143405268), NpUBOAAIINIL K
3aMEHE AMUHOKUCIOTHI CEPUH HA APIHHUH B IIOJIOXE-
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Huu 757 (PSer 757 Arg). B 8 meca1ieB pe6EHKY YCTAaHOB-
JIEH KJIMHUKO-TEHETUYECKU TUAarHo3: Pierson cuugpom
C AyTOCOMHO-PELECCUBHBIM TUIIOM HACACAOBAHUA
BUIEACTBUE MyTALUK I'eHa LAMB2, XapaKTePpUSYIOIIHUICS
MATOJIOTHEN I71A3 — BPOXKACHHAS KATAPAKTA, MUKPOKO-
UL, HUCTATM; ITIOYEK — SKTOMHUPOBAHHAS [IOJIKOBOOOPA3-
HAasl IOYKA, MTUETOIKTA3USA, TIPOTEUHYPHUS, HE JOCTUTAIO-
ast CTENEHU HE(PPOTUYECKOTO CHH/IPOMA, BTOPUYHBIA
XPOHUYECKUN ITUETIOHEMPUT, (DYHKIIUA ITOUKH COXPAH-
Ha; [JTHC — cunapoM MBIIIEYHON TMIIOTOHUN, CUH/IPOM
NHUPAMUJTHON HEAOCTATOYHOCTH C OOEUX CTOPOH, CMeE-
MAaHHaA TUApouedaInd, CUHAPOM BHYTPUYEPEITHOM
I'UIIEPTEH3UH B CYOKOMIICHCALINU.

IIpu ganapHENIIEM TUHAMUIYECKOM HAOTIOCHUN Y
nayeHTa Bo3pacre 1 roja 5 Mecsies 6bula OOHAPYKEHA
BTOPHYHAS A(paKMYECKAs [TIAayKOMa OOOHUX I71a3, KOTOPas
ObLIa KOMIIEHCUPOBAHA MECTHOM T'MIIOTEH3UBHOI TEPa-
nuel B-aapeHoboKkaTopaMu. HecMoTpst Ha TPOBE/ICH-
HOE XHUPYPTUUECKOE JIEUEHHUE KATAPAKTDI, y pEOCHKA
COXPAHWINCH TIPU3HAKU CIA00BUAEHUSA — HUCTATM,
KPAaTKOBPEMEHHAS 3PUTENbHAA (PUKCALINA HA KPYITHBIX
OOBEKTAX. Y MAJIBYMKA B BO3PACTE 1,5 rojia HAPYIIEHNA
(PYHKIINH [TOYEK HE BBIIBJICHO: CKOPOCTDh KIIyOOUYKOBO
¢unsrpanmm — 85 mui/mMuH/1,73 M>,

OBCYKITEHHUE

MBbI IPECTABWIN OCOHBEHHOCTU IT1A3HOTO (PEHOTH-
nay npobdaHaa ¢ oppaHHBIM CHHAPOMOM Pierson, Beres-
crBue myrauunu resa LAMBZ2.

VY manpenTa O6HAPYKEHA MUCCEHC-MyTalyA T€Ha
LAMB2 (chr3:g.49163473G>T), patee HE OIMMCAHHBIIN
BapuanT (1s5143405268) B s3x30He 18. [ToyeuHbIi heHO-
TUII y IPOOAH1A C CUHAPOMOM Pierson npejcrasincH
BPOKJEHHOM AHOMAJIMEN — ITIOJKOBOOOPA3HOU ITOYKO],
MIPOTEUHYPUETT, HE JOCTUTAIOMIEN CTENIEHN HE(PPOTUYE-
CKOTI'O CMHJIPOMA, C COXPAHHOM IOYEYHON (PYyHKIIHET,
YTO OTIMYAETCA OT KIACCUYECKOro onucanud [9]. E. Wiihl
U COaBT. (2007) [28] onmcany NalfueHTKy € 60J1€€ IETKUM
TEYECHHUEM ITOUYEYHOH NMATOJIOTUH, HOPMATIBHBIM IICUXO-
MOTOPHBIM PA3BUTHEM U COXPAHEHHBIM 3PEHUEM, IIPE/-
HOJIOKWIA OCTATOYHYIO 3KCIIPECCUIO B2-TAMUHUHA.
[TanimeHTKA UMena reTepO3UroTHYIO MyTanuio IVS22 +
2T—Crena lAMB2, NpUBOJAIIYIO K AHOMAJIbHOMY CITIAM-
CHHTY.

I'masHoM (peHOTUMN y TPOO6AH/IA XAPAKTEPHU3OBAIICA
MHUKPOKOPHUEHN, IBYCTOPOHHEN KATAPAKTON, BTOPUIHON
1aykoMoi. Koppensanuy reHoTun-@geHOTUI IPYU CUH-
JpoMe Pierson, 00yC/IOBJIEHHOM MyTanue reHa LAMB2,
nposegensl C. Bredrup. ITo ganasiM C. Bredrup, MUKpPO-
KOpHS U KaTaPaKTa sIB/IAIOTCS HAMOOIEE YaCTOH IaTO-
JIOTHEX OpraHa 3peHus Npu cuHapome Pierson.
[TpocnexnuBaeTCa 3HAYUTEIbLHAA BAPHUAOE/IbHOCTD 113~
HOT'O KJTMHUYECKOT'O (PEHOTUIA IO JAHHBIM PA3/THYHBIX
aBTOPOB [15].

HecMoTpsa Ha TPOBOAUMYIO TEPAIIHIO MPOOAH/A,
JIOJITOCPOYHBIH IIPOTHO3 IO COCTOSAHUIO 3PUTEIBHBIX

(PYHKILIMI OCTAETCS COMHUTEIBHBIM. [Ta1IMEHT HYK/1a€T-
€4 B JAJIbHEHIIEM JUHAMHUYECKOM O(PTAIbMOJIOTHUYE-
CKOM HAO/IIO[JEHUH [T UCKIIOYEHHSA [TATOJIOTHU CETYAT-
KU, KOHTPOJISL YPOBHS BHYTPHUIVIA3HOI'O JABJICHUS, OLICH-
KU COCTOSIHUS 3PUTEJIbBHOI'O HEPBA.

SAK/IIOYEHHUE

C momeHnTa nepsoro onucanua M. Pierson [9],
MU3BECTHA I'€TEPOrEHHOCTD KIIMHUYECKOTO (PEHOTUIIA U
BAPUAHTOB MyTaluu re’a LAMBZ2 y nereni. Hamu onyca-
HO KJIMHHYECKOE HAOMIOJCHUE PEOEHKA C CUHPOMOM
Pierson, y KOTOPOTO BBISIBICHA MUCCEHC-MYTAITHS TeHA
LAMB2, paHee He ONUCAHHBIN BapuaHT (rs143405268)
B 3K30HE 18. 32601€BaHNE NIPOSBUIOCh COYECTAHHOM
aTOJIOTUEN oprana 3peHusd, nodyek u LHHC. I'lmagnon
dpeHoTHUn y NPO6AHAA IPEACTABIEH MUKPOKOPHEH, TU(D-
(Py3HOI BPOKAEHHON KATAPAKTOMN, BTOPUYHOI ITIAYKO-
MOM (Ha (OHE IMOCJCONEPAIUMOHHON adaKUN).
BoIsiBIIEHBI OCOOEHHOCTH ITIOYEYHOT'O (PEHOTHIIA Y TTPO-
6aH/1a — ITOAKOBOOOPA3HASI IOYKA, IPOTCUHYPUSI, HE
JIOCTHUTAIOIIAA CTEIEHN HE(PPOTUUIECKOTO CUHAPOMA, C
COXPAaHHOM (PyHKIIMEN ITOUEK. OCOOECHHOCTBIO IAHHOT'O
cJry4das y pebeHKa CUHIPOMOM Pierson sBisieTcst OTCyT-
CTBHE HE(PPOTHUUECKOTI'O CHH/IPOMA B COYETAHHUH C KJIAC-
CUYECKHM IJIA3HBIM (PEHOTUIIOM IIPU UAEHTUPULIUPO-
BAHHOM paHee HE ONMMCAHHOM BAPUAHTE MyTAIIUH I'eHA
LAMB?2.
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