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KIMHUYECKUE TPYOHOCTU AUATHOCTUKHU
CMHAPOMA NMPALEPA-BUNIN

B crarpe npeacTaBieHsl ABa KIMHAYECKUX CITyYasi MO3THEH TUarHOCTH-
ku cunapoma I[lpanepa—Bummu. B Hacrosiee BpeMsi B HEBPOJIOTHYECKOM
COOOIIIECTBE JUCKYTHPYET BOIIPOC: KaKMM O0Opa3oM TPAaKTOBATh JHATHO3
JLII? Yto »to? CamocTosTenpbHOE 3a00JeBaHUE, UMEIONIEE Pa3THMIHbIC
(hopMbl, uaM HA0OP CUHAPOMOB IpH paznuuHoM nopaxenuu [[THC. C yse-
JTUYCHUEM BO3MOKHOCTEH JUArHOCTUKH (TIOSIBICHUE BEICOKOTIONBHON MPT,
YBEJIIMYSHHE KOJTUIE€CTBA METOAUK M BO3MOXKHOCTEH METMKO-TEHETHYECKOTO
KOHCYJBTHPOBAHUS) MPOUCXOANT TIEPEOIIeHKa B3IVISIOB HA JAHHYIO TIPO-
onemy. C xonma 80-x romoB XX Beka 3HAUNUTENIBHO YBEIWYHIIOCH KOJIHU-
YeCTBO HOBOM ONMCAHHOW I€HETHYECKOW MAaTOJIOTHH, HapyUIeHWi oOMe-
Ha, TIOPOKOB Pa3BUTHUS TOJIOBHOTO MO3ra, aHOMAJIUN Pa3BUTHUS MOIPKEUKA
1 Malb(hopMaIliy CTPYKTYp TOIOBHOTO Mo3ra. KapTuHa KITMHIYECKHX MTPO-
SBIICHUH y JAHHBIX T'PYMIT OOJBHBIX YKJIAIBIBAETCS B CHMIITOMOKOMILIEKC
JLIL YTounenne >THONATOTeHE3a BO3HUKHOBEHHS 3a00JIEBAaHUS HMEET
0O0JIBIIIOE 3HAYCHHUE JIJISl PEIICHHUsS] BOMPOCA O MPOTHO3E TEUCHUS, TePaIruu
U caMmoe IIaBHOE — IIPOTHO3€ JIIS POJAUTENICH 0 BO3SMOYKHOCTH POXKICHUS
y HUX 310p0oBOTO pederka. CymiecTByeT MHEHHE O TOM, UTO Kaxaas 60-5 ce-
MbsI IMEET W3MECHECHHBIN TEHOTHIT TIpH coxpaHeHHOM (erotune. [ToaTomy
CTOJIb BayKHBIM SIBIISIETCSI HACTOPO)KEHHOCTH HEBPOJIOTa, TIIATEIBHBINA COOp
aHaMHe3a ¥ BHUMATEJIbHBIH 0CMOTp 00JbHOTO. MBI IIpeICTaBIsIeM BallieMy
BHUMAHMIO 2 ciydyas MO3IHEU NuarHocTuku cuniapoma llpanepa—Buim,
HECMOTPS Ha TO, YTO TAIIMEHTHI, O KOTOPHIX TIOWET pedb, HAXOIMIHCH O]
MIOCTOSIHHBIM HAO0JFOJICHUEM HEBPOJIOTOB, SHIOKPUHOJIOTOB U TEHETHKOB.

Cunnpom [panepa—Buu (CI1B) BrepBbIe onucaH mBEeUIAPCKUMU TISH-
arpamu A. Prader u H. Willi B 1956 . Berpeuaercs y 1 Ha 25000—10000 HOBO-
POKICHHBIX.

Cungpowm Ilpanepa—Buimn BeI3BIBACTCS ACIICITUEH POTUTEIHCKON KO-
nud uMnpuHTUpoBaHHbix SNRPN rena manoro sijgepHoro puOoOHyKIie-
npoTenHoBoro nosmmnentuaa N u reHa necdin, KOTOPBIH HAXOIUTCS Psi-
nom ¢ knactepamu MPHK: SNORD64, SNORD107, SNORD108 u nByms
xormmsiMa SNORD109, 29 kommmet SNORDI116 (HBII-85) u 48 kommeit
SNORDI115 (HBII-52). Ouu pacnonoxensl Ha 15 xpomocome B pe-
ruone 15q11-13. DtoT Tak HaspiBaeMblii PWS/AS pernon Moxer ObITH
MOTEPSIH B PE3yJbTaTe ACHUCTBUS OAHOTO M3 HECKOJIBKUX T€HETUUYCCKUX
MEXaHU3MOB, B OOJBIIMHCTBE CIydaeB depe3 myTanuu. Jpyrue, MmeHee
pacrpocTpaHeHHBIE MEXaHH3MbI BKJIIOYAIOT: YHHOTIIOBCKYIO JTHCOMHIO
(uniparental disomy), ciydaliHble MyTallid, XPOMOCOMHBIE TPaHCIOKa-
LUH U JACNCIUU TeHa.

Puck poxaenust 601pHOTO peOeHKa B CeMbe, TAE yXKe eCTh OIUH OO0IIb-
HOM TIOTOMOK, 3aBHCHT OT T€HETHYECKOTO MEXaHN3Ma, KOTOPHIH BBI3BAJI pac-
CTpoiicTBO. BeposTHOCTH poxeHusT OOIBHOTO peOeHKA COCTABISIET MEHEee
1%, ecnu y Hero HaOIrOAACTCS JeNelHs TeHa WM YHHOTIIOBCKAS AUCOMUSI,
eClH ke y peOeHKa MyTallisl PETHOHA, JUIsl KOTOPOTO XapaKTepHO SIBIICHUE
AMITPUHTUHTA, TO 3Ta BEPOSATHOCTH Bo3pacTtaeT 10 50 %, B ciyyae mosBie-
HUSL XPOMOCOMHBIX TPAHCIIOKAIHil, pUCK BO3HUKHOBEHHS OOJE3HU Y CIle-
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nyrotero pederka cocrasisiet 25 %. s TMarHoCcTHKU
BCEX M3BECTHBIX MEXaHM3MOB BO3MOXKHO HCIIONIb30Ba-
HHE TIPEHATAILHOTO TECTHPOBaHuUS [1].

MuHUManbHBIE TUATHOCTHYECKUE TPU3HAKU: MBI-
[IEYHAs TUIOTOHUS, TUIOTOHAAMN3M, OXHUPEHUE, YM-
CTBEHHAs OTCTANI0CTh, MAJICHbKUE KUCTH U CTOIIBI.

Knmandeckas xapakTepuCTHKA: JETH C CHHAPOMOM
[Ipagepa—Bummm 0OBIYHO POXKIAIOTCS TOHOIICHHBIMHE
C HEpPEe3KO BBIPAKEHHOH BHYTPUYTPOOHOM runoTpodu-
eit, npennexxanue B 10-40% sronuunoe. Paznuuaror
nBe ¢a3bl cuHapoma [2].

Cpazy mocne poKIeHHs OTMEYAaroT TSDKENYI0 MBbI-
MICYHYI0 TUMOTOHHIO. CHMIITOM HACTOJBKO BBIPAXKEH,
YTO JICTU HE COBEPIIIAIOT CIIOHTAHHBIX JIBIDKEHUM U TaxKe
HE MOTYT cocaTb. X MPUXOAUTCS KOPMUTH Yepe3 30H]
WJIM 13 TITIETKU. BenencTBre TsKenoi MpIIeqdHO THIo-
TOHHUH y HUX PE3KO 3a/Iepy)KUBAETCS CTAHOBJIEHUE CTaTHIe-
CKHUX M JIOKOMOTOPHBIX (DYHKI[HIA: OHH HE JePrKaT roJIoBY,
HE CHISIT W T.JI. MOTYT HE BBI3BIBATHCSl WU OBbITh CHU-
JKeHHBIMH TaK Ha3bIBaeMbIe (pr3nonormueckue peduexco
HOBOPOXKAECHHBIX — MOpO, 11aroBblii, noyzanus no bays-
py u ap. Takke 0TMEUaroT HAKJIOHHOCTh K THTIOTCPMIH.
B a1y a3y Oone3Hu Jpyrux CUMITOMOB CHHIPOMa MO-
JKET U HE OBbITh. DTO CIIY>KUT ITOBOJIOM JIJISl TUATHOCTUKU
TIepUHATAIBHON DHIIE(ATONATHH, MAOTIATUH PA3IMYHOTO
reHe3a WM JPYTOoro HEBPOJIOTHIECKOTO 3a00IeBaHNS.

Bropast paza Gone3nu pa3zBuBaeTcs yepe3 HECKOIBKO
HEJIeNb, MECSIIIeB WIK K KOHILYy TIEpPBOT0, HauaIy BTOPO-
ro rojia XKU3HU. ' MIMOTOHMSI YMEHBIIACTCS, Pa3BUBACT-
csi OynuMHuS: peOCHOK TTOCTOSTHHO MCTIBITHIBAET TOJO,
AKTHUBHO WINET €Ay W, KaK CIEICTBUE, y HETO pa3BUBa-
€TCsl OXKUPEHME. XapaKTEpHbIA BUJ HUMEET pacupese-
JICHUE TIOJIKOXKHO-)KHPOBOW KIICTUATKHU: OOJBIIE BCErO
€€ Ha TYJIOBHUIIE ¥ MPOKCUMAIIBHBIX OT/IEIaX KOHEYHO-
cTeit — Oenpax, tuiedax. CTOIBI M KUCTH PYK TIOTOMY
MIPEICTABIIOTCS JUCTIPOIIOPIINOHAIBHO MaJICHEKIMHU.
B a1y a3y HaurHaeT oOpariath Ha ceOs BHUMaHUE YM-
CTBEHHAs OTCTAJOCTh — PEUb 3aTPYIHCHA, CIOBAPHBIIA
3arac ype3BblyaiiHo mai [3].

XapakrepeH rumoroHaan3M. OOBIYHO y TTAIIMEHTOB
“MeeTcs TakKe HeocTarouHOCTh cekpernu OCI u JIT,
YTO MOXKET MPUBOJUTH K 3aJICP>KKE MOJIOBOTO CO3pEBa-
HUS U HEAOPA3BUTHIO TOJOBBIX JKeJe3. [4]

VY ManpYMKOB HAOMIONAETCS THIIOILIA3Hs TIOJIOBOTO
YJICHA, Y NEBOYECK — THIOIIIA3Us OONBIINX U MaJITBIX
TMIOJIOBBIX TYO.

B nmanpHeiiieM XapakTepHO pa3BUTHE CaXapHOIrO
nuabera. B OMOXMMUYECKOM aHaIM3e KPOBU OTKJIOHE-
HUH B COACpXKaHWU JIUTHUIOB, OCIKOB, aMHHOKHCIIOT
i (epMEHTOB He BBIBISIIOT [3].

CBoeBpeMeHHas JUATHOCTUKA U PAIMOHAILHOE Jie-
YCHHE 3HAYUTEIFHO YIIY4IIAI0T MPOTHO3 3a00JIeBaHusI.
Takum netsM HEOOXOIUM B PaHHEM BO3pPACTE MacCak,
JIOK, MOHUTOPUHI M3MEHEHUN KOCTHO-MbIIIEYHBIX

Puc. 1. Manbuuk O., 3 ropa 11 mecsaues, cuHapomM lNpapepa-
Bunnu

CUCTEM, KOPPEKLIMs MUTaHHUS U KOTHUTUBHBIX OTKJIOHE-
HUM, JIEYeHUE SHJIOKPUHOJOTUYECKOM TMAaTOJOTUH, XHU-
pyprudeckrie BMeIaTeabCTBa.

Knuandeckune HaOmMoneHUs MAaMEHTOB C CHHAPO-
moM IIpanepa—Bumnu.

Manpauk O., 3 roma 11 mecsmeB (puc. 1), pomuics
OT BTOPOI OepeMEeHHOCTH, IPOTEKABIIICH Ha (POHE YTPO3BI
npepbiBaHus Ha cpoke 15—16 Hemens, TecTo3a, MHOTOBO-
nust. OPBU na 20-1 nenene. Ha 27-1i Henene, 110 JaHHBIM
V3U, mnon wve pactet. Pogsr 2 (1 mous, 14 net, 3mopoBa)
co ctumyJsitmeit Ha 37-38-i1 Henene. Macca npu poxne-
anu 2250 1, mmHa Tena 48 cM. [o mkane Amnrap 7/8 6a-
noB. CocTosiHME TSDKENOE 3a CYeT HEBPOJIOTMYECKOi
CHMITOMATUKH: KpPHUK claOblif, nuddysHas Mplmeqnas
THITOTOHHMSI, OTCYTCTBUE COCATENbHOTO pediekca, Opaau-
kapaust. Ha 6-e cytku nepesenied B JII'bBNe 1 ¢ nuarnozom
3ajiepKka BHyTpuyTpoOHOoro passutusi (3BYP) no amc-
IlacTudeckoMy Tumy, cunapoM yruerenuss L{THC, crur-
MBI JTU39MOpHOreHe3a (HU3KO PAacIOJOKEHHBIC YILHBIC
PaKOBHHBI, TOTHYECKOE HE0O, KOPOTKHE TJIa3HBIC IIEIH),
nByxcroponHuid kpunropxusm. Ha KT romnosHoro mo3sra
IIPU3HAKU YEPEITHO-MO3IOBOM TPaBMBbI, YMEPEHHBII OTEK
rOJIOBHOTO Mo3ra. BpoxxaeHHsi mopok cepaua (JAMKIT),
HK 0. IIpoBomunace ameKkTpoHeHpoMuOrpaMma B BO3-
pacte 15 nHell. 3akiroueHHE: MPU3HAKU BBIPAKEHHOIO
CHIDKEHHS aMIUTUTY/IbI BBI3BAHHOW aKTHBHOCTH C MBIIIIIL
HWKHUX KOHEUHOCTEH Ha (hoHE CHYDKEHUS (DYHKITMOHAIb-
HOM BO30YAMMOCTH HEWPOHOB MOSCHUYHOIO YTOJIIIE-
HUSI C JIByX CTOPOH Oe3 MPU3HAKOB HAPYILICHUS HEPBHO-
MBIILIEYHOTO B3aUMOJCHCTBUS. YMEPEHHOE 3aMeJICHUE
CKOPOCTH TIPOBEJICHUS UMITYJIbCa C HUKHIX KOHEYHOCTEH
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MOXKET OBITH OOYCIIOBICHO 3a[CP)KKOW MHUETHHU3ALNH.
AMIUTUTY/IBI TIPOU3BOJIBHON AKTUBHOCTH C MBIIII] BepX-
HUX ¥ HIVKHAX KOHEYHOCTEH YMEPEHHO CHIKEHBI, Oe3 J10-
CTOBEpHOW acUMMeETpUH cTopoH. [Ipu3HakoB mopaxeHus
HEPBOB BEPXHUX KOHEYHOCTEN, MOTOHEHPOHOB CIIMHHOIO
MO3ra, IEPBUYHO-MBIIIIEYHOTO YTONIIEHHUS HE BBISBICHO.
JlaHHBIX 32 MHOMATHIO, CIHMHAIBHYIO aMHAOTpO(HIO0 He
TMIOJTyYEHO.

Breimucan ¢ auarHo3oMm: THUIIOKCHYECKU-TpaBMa-
THYECKOe MopakeHUE TOJIOBHOTO Mo3ra. BererarusHas
muchynkuus. IlceBnoOynasOapueiii cunzapom. 3BYP
0 THUIIOTPO(PUIECKOMY THITY.

B 4 mecsma B II'BNe 4 maruenTy maHo Hampasiie-
HUE B MeAuKo-reHeTnueckui nertp (MI'LY).

3akmouenne MI'Ll: pesuayanbHas sHuIedasonarus
C MHOTMIATUYECKUM KOMIIOHEHTOM.

B 2009 romy mocTaBieH MHArHO3 ISTCKHH Iepe-
OpasibHBIN Mapanuy. ATOHHYEeCKH-acTaThueckas (op-
Ma. 3aziepkka icuxoMoropHoro passurtus (3[IMP).

B 2011 rony onepupoBaH 1o noBoay IpaBoCTOPOH-
HEro KPUNTOPXU3Ma — MOJTHOE HU3BEICHIE HEBO3MOXK-
HO (KOpOTKHI KaHATHK), JIEBOE SIWYKO B ITaXOM KaHalle,
MaJbIX pa3MepoB.

[larmeHT KOHCYNBTHPOBAH T'€HETHMKOM 10 IOBO-
Iy 3aJIepPXKKU TICUXOMOTOPHOTO Pa3BUTHS, TOO3PEHUS
Ha cu"ipoM lIpanepa—Buiim, BpoxK1I€HHY IO MUOTIATHIO.
JlarHbIe IpH J1aOOPATOPHOM HCCIIEJOBAHUH HE TTOTBEP-
JTMITICH, PEKOMEHI0BAJIN TIOBTOPHBIN aHAIIN3.

3aKiI04eHNne HJIOKPUHOJIOra: HU3KOPOCIOCTh CMe-
IIEHHOTO TeHe3a, KPUTITOPXU3M.

B 2012 rogy pexomeHmoBaHO oOciemoBanue B Mo-
CKOBCKOM Menuko-reHeTrndeckoM tentpe (MI'LI). [ep-
BoHayanbHO B MI'L] mocnenoBan oTka3 B IPOBEACHUU
MEIMKO-TEHETUYECKOTO 00CIIe/I0BaHMUsI, MOTHBUPOBAH-
HBIN TeM, YTO KJIMHHUYECKH peOCHOK HE TTOX0XK Ha 0O0JIhb-
Horo ¢ cunapomoM IIpanepa—Buinu, HO ponuTenu Ha-
CTOSUIM Ha NMPOBEICHUH 00CIeIOBAHNUS.

3aKIIIOUCHHE TEHETUKA: YOCAMUTENBbHBIX KIMHHUYE-
CKUX JTAHHBIX 32 BPOXKJICHHYIO MUOIIATHIO W ITOKa3aHUH
st JJHK-mmarsoctuku tex dopm, JJHK-muarnoctrka
KOTOPBIX MPOBOAMTCA, He HaijaeHo. [IpoBenen ananms
QIJIETHOTO METHJIMPOBAaHHS MPOMOTOPHOH 00JacTh
rera SNRPN meronom wmertun-crerudpudeckoit ITLP.
Pesynbrar: oTcyTCTBHE HEMETHIMPOBAHHOTO AalljIens,
YTO XapakTepHo i cunapoma [lpanepa—Buiu.

Maupuuk b.. 5 siet. (puc. 2), ponuics ot nepBoii Oe-
PEMEHHOCTH, MPOTeKaBIIeH Ha QoHE Yrpo3bl MpephiBa-
Hug Ha 8-9, 28 wenensax. ITo ganaeiM Y3U Ha 33 Hepne-
JM — MHoroBoaue. fAroguuHoe npemnexanue. Ponbl
Ha 40 Henene, TUIAHOBOE KecapeBo ceueHne. Tyroe o0OBu-
THE MTyTTOBUHBI BOKPYT IIen. Macca Tesna npu poskKAeHUH
2480 1, poct 47 cm. OueHka 1o mkajie Anrap 8/9 6amios.
CocTostHUE TIOCIEe POXKICHUS CPEIAHEH CTENeHH TshKe-
CTH, KpUK c1a0bIi, HEOXOTHBIN. MEBIIIeYHasT THITOTOHUS,

raropeduiexcrs. Typrop TKaHell CHUKEH, IMOIKOKHO-
KUPOBOU CIOM MCTOHYEH. CTHTMBI TU3IMOpPHOTCHE3a
(roTyeckoe He0O, HU3KO PACTIOJIOKEHHBIE YIIHBIE pa-
koBuHBI). CocarenbHblil peduieke coxpaHeH. B Bo3pacte
5 mueit mocrynaet B AI'b Ne 4 Cankr-IlerepOypra ¢ nua-
THO30M XpOHHYECKast BHYyTpUyTpOoOHas rurokcus. 3BYP
10 ANCIUTACTHYECKOMY THITY. J{ncTimasus Ta300e1peHHBIX
CyCTaBOB. [ MIOKCHMYECKU-UIIEMHUYECKOE IOpakKeHHE
HepBHOU cucTeMsl II CT., 1ByXCTOPOHHUI KPUIITOPXU3M.
Heonnokparno naBanuce HanpasiaeHust B MI'LL mo moBo-
Jly nofo3peHus Ha cunapom [Ipanepa—Buu.

Koncynprammus B8 MI'L[ — xapuotun 46XY HOp-
MaJIbHBIN.

IloBTOpHAs KOHCYNBTAM: JAHHBIX 33 HACIIE/ICTBEH-
HBII CUHJIPOM HET.

2008 rom, maHHBIE IMEKTpOHEHpOMHUOTpadUr: TPH-
3HAKOB OPraHUYEeCKOro TOpaXKEHUs] MOTOHEHPOHOB
CIIMHHOTO MO3Ta U JaHHBIX 3a MHOIATHIO HE TIOJIyYEeHO.

[larmenTy mocTaBieH qUarHo3: IETCKUH 1epedpaib-
HBIN mapannd. ATOHHYeCKH-acTaTrdeckas dopma. 3a-
JIep’KKa TICHXOMOTOPHOTO pa3BHUTHA. 3a/ep’KKa IICH-
XOPEUYEBOr0 pa3BUTHUS. J[ByXCTOPOHHUI KPUITOPXU3M.
Pexomennosano MPT rojioBHOro Mo3ra.

B okrs6pe 2009 rona mpou3BOnMIOCE HU3BEICHHE
npaBoro simgka. OCMOTp SHIOKPHUHOJIOTOM: THUITOTOHA-
IIA3M, 3aliepikKa pocrta, cuaapom [Ipanepa—Bummu?

B sauBape 2010 roma mpoBeneH MOJIEKYISPHO-
LUTOT€HETUYECKUH aHaJIN3.

Pesynerar:  FISH-uccnemoBanme, ishdel (15)
(g 11-g11.3) (d15 SIO-) (D15 SI11-) (SNRPN-)
GABRB3-).

Puc. 2.Manbuuk b., 5 net, cunppom lNMpapepa-Bunnu
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3axnroueHe: MOJIEKYIISIPHO-LIUTOr€HETHYECK i aHa-
JIM3 IPOBEJeH Ha TMMpounTax nepudepuieckoil KpoBu
[AlMEHTa C HCIOJIb30BAHUEM JIOKYC-CIIeLM(PUISCKIX
JAHK-30u10B. IloaTBepXA€HO HalUuyue JeJIeluun
g11-13 15 XpoMOCOMBI, YTO COOTBETCTBYET JAWArHO3Y
cunzapom llpagepa—Buum.

JIaHHBIMM KIMHUYECKMMH TPHUMEPAMH MBI XOTe-
M TOAYEPKHYTh TPYIHOCTH IHArHOCTHKH CHHAPOMA
[Mpagepa—Bunnu. B oboux ciyuasix jgetw HaOmroma-
JIUCh IHJIOKPUHOJIOTOM U HEBPOJIOrOM, HCKIIOYAIUCh
9HIOKPUHOJIOTHYECKAs! U HEBPOJIOTHYECKasl AaTOJIOTUSI.
['eneTnky TIPOSBHIN (OpMaTBHBIA TMOIXOM K JAHATHO-
CTHKE 3a00JIeBaHMS.

BeisBiienue cunapoma Ilpanepa—Bwuu y nmanuen-
TOB HE SIBJISICTCSI OCHOBAaHMEM JIJIsI HAOIIOACHHUS TOJIBKO
sH0KpuHONoroM. Ilo Mepe pocra u pa3BuTHs pedeHKa
HEOOXOOUM KOHTPOJIb M OPYTHX CIELUAINCTOB, B TOM
YHCIie HEBPOJIOTOB.
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CLINICAL DIFFICULTIES OF DIAGNOSTICS OF
A SYNDROME OF PRADER-WILLI

Guzeva V.I., Bessonova L.B.,
Seel K.A.

¢ Resume. Prader-Willi’'s syndrome is a genetic anomaly
which often masks under cerebral spastic infantile paraly-
sis and myopathy diagnoses. Though at careful collecting
the anamnesis, attentive survey of the patient and compe-
tent genetic inspection the diagnosis usually doesn’t raise
doubts.

¢ Key words: Prader-Willi’s syndrome; clinical manifestations;
difficulties of diagnostics.
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