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Cungpom CuasBepa—Paccena (CCP) (MIM 180860) mpemcraBisgeT coO00i KINMHUYECKU TeTepPOTreHHBIH
cuHapoM. MuHuMaapHbIMH quarHoctTuyecknmu npusnakamu CCP aBasioTcss BHyTpUyTPOOHASA U IIOCTHA-
TaJbHAA 3a/IEP/KKA POCTA, OTHOCUTEJIHFHO HOPMAJIbHBIE IIAPAMETPhI OKPY/KHOCTH T'OJIOBBI, XapaKTEepPHOe
JINI0 ¥ aCMMMETPUsA Teja. Pe3yabTaThl MOJEKYIAPHO-TeHEeTHYECKOr0 ucciaenqoBanusa namuearos ¢ CCP
CBH/IETEJICTBYIOT O €r0 reHeTHYECKOH reTepPOreHHOCTU. B psame ciayuaeB BBIABISIOTCHI XapaKTepPHBIE
MOJIEKYJISIDHO-TeHeTuuecKne Aed)eKTsl (OHOPOIUTENbCKasA aucomMus xpomocomsl 7 (OP/I7) matepun-
ckoro npoucxoxkaeauda — 10% , rumomerunuposanue B pernore 11p15 — 30—35% ). B nacroameit paGore
IIpPeICTABJIEHBI Pe3yJIbTAThI KIMHUKO-TeHEeTHUEeCKOoro oocaenosanusa 42 nanuentos ¢ CCP, na6mrogas-
muxcsa B 1994—2008 rr. ABTopsI MPUBOTAT onucaHue (HeHOTUIMUYECKHUX 0COOEHHOCTEH, BHISBJIEHHON
IIATOJIOTMH OPTaHOB M CHCTEM, Pe3yJIbTATOB HCCJIENOBAHUI rOPMOHAJIBHOIO CTATYCA, IUTOr€HETHIECKOT0
¥ MOJICKYJIIPHO-TEHETHYECKOr0 MCCJIeJOBAHU S HAGII0JaeMbIX IMAIHEHTOB.

Knrouesvie cnosa: cundpom Cuaveepa—Paccena, pernomun, 20pmMoHALbHbLIL NPOPUILL, YUMO2eHeMmMUiecKoe
uccaedosarue, MOAEKYLAPHO-2eHeMULecKoe uccile0osanue.

Silver—Russell syndrome (SRS) (MIM 180860) is clinically heterogeneous syndrome. Minimal diagnos-
tic signs of SRS are intrauterine and postnatal growth delay, relatively normal head circumference,
typical face and body asymmetry. Results of molecular genetic examination in cases of SRS showed its
genetic heterogeneity. Typical molecular genetic defects were detected in a number of cases (maternal
one-parent disomy of chromosome 7 (OPD7) — 10%, hypomethylation in 11p15 region — 30—35%).
This article presents results of clinical and genetic examination of 42 patients with SRS performed in
1994—-2008. Authors describe phenotypical peculiarities of patients, detected pathology of organs and
systems, hormonal state, data of cytogenetic and molecular genetic examination of patients.

Key words: Silver—Russell syndrome, phenotype, hormonal state, cytogenetic examination, molecular genetic
examination.

Cungpom CuabBepa—Paccena (CCP) (MIM
180860) BmepBbie ommcam CuabBepom (1953) Kax
BHYTPUYTPOOHAA 3aZlePyKKa Pa3BUTUA B COUETAHUU C
KpaHmodanuaabHbIM AMW30CTO30M U AUCIPOIIOPIINIO-
HaJbHONM KOPOTKOKOHEUHOCTHOU HU3KOPOCIOCTHIO U
Paccenom (1954) Kak BpOKJeHHAdA TeMUTHIEPILIA-
3Us, COIIPOBOKIAOINAACA HU3KOPOCJIOCTHIO U TTOBBI-
IIeHreM YPOBHA F'OHAJOTPOIUHOB B Moue [1].

B mocnenyromem cneKTp (EeHOTUIIMUECKUX IPO-
SABJEHUHN OBLIT HECKOJBKO pacmupeH. MuHHMAIb-

Konmaxmnas ungopmayusn:

HBIMHN JUATHOCTUYECKHUMMU IIPU3HaAKaMMN CCP cuura-
I0OTCSI BHYTPUYTPOOHAsA M IOCTHATAJbHAA 3alepPIK-
Ka poCTa, OTHOCHTEJBbHO HOPMAaJIbHBIE IIapaMeTPhbI
OKPY?KHOCTH T'OJIOBBI, XapaKTE€PHOE JINII0 U aCUMMEeT-
pusa tena [2].

PesysbTaThl MOJEKYJIAPHO-TEHETHUYECKOTO WC-
caenoBaHus nanueHToB ¢ CCP cBumeTeabCTBYIOT O
ero reHeTmuecKoi rereporennoctu. IIpnunnoit CCP B
10% cayuaeB siBJIAETCA OJHOPOAUTEIBCKAS JUCOMUS
xpomocombl 7 (OPI7) mMaTepmHCKOTO IIPOMCXOKIE-
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Husg [3, 4]. B aTo#t xpomocome pacrosiararoTcsa KJac-
Tepbl MMIPUHTUPOBAHHBIX TeHOoB GRB10 (6esok,
cBaspiBatonuii ropmon pocra 10), IGFBP1 (6enok,
CBSBBIBAIOIINII HMHCYJNHOIOZOOHBIN (paKTOp pocTa
1), IGFR (peuentop MHCYJIHMHOHOZOOHOTO (paKTOpa
pocra) B cermenTe 7pll.2 u PEG1/MEST (reH oTiioB-
CKOr'0 IPOUWCXOKAeHus — 1/Mesomepmocrienuduy-
HBIM TpaHCKpUNT) B cerMeHTe 7q31l, KoTophble pac-
CMaTPUBAIOTCSI B KauecTBe reHoB-kKauguzatos CCP.
B mociennee BpeMsa ompefesieH ellle OOUH PalioH
pacroiosKeHna UMIPUHTUPOBAHHBIX TeHoB 11pl5,
TIaTOJIOTUA KOTOPOTO MOXKET IIPUBOAUTEH K PA3BUTUIO
CCP, omHaxko, MOJIEKYJAPHO-TeHETUYECKUE TTOBPEIK-
JIeHUA dTOT0 JIOKyca CBA3AHBLI TaK)Ke C Pa3BUTUEM
cuuapoma BekBura—BugemaHa: B HEM PacHOJIOMKEHbBI
reabl IGF2 (uHCYyIMHOTIOZOOHEBIN (hakTOp pocTta 2) u
H19 (reu ckesieTHOII MYCKYyJIaTyphl B3POCJBIX) [5].

ITenpi0 HACTOAIETO UCCJIELOBAHUA SABJIAIOCH
BBISIBJIEHWE CIEeKTpa KJINHUYECKUX TNPOABIEHUN
U OIlpeliejieHNe POJIM TeHEeTHUUYECKUX HapYIIeHU# y
namuenTtos ¢ CCP.

3amnepuog c 1994 mo 2008 rr. Ha 6a3e Poccutickoii
Ierckoll KamHmueckoi 6oabuHUIE (PIKB) ob6cnemo-
BaHbI 42 mamuenTa ¢ CCP B Bospacte ot 2 m0o 17 jet
(cpemuuii Bospact 8,4+4,3 rona), us HUX 29 Masbuu-
KoB u 13 meBouek (coorHomnenue 2,3:1). Heo6xoamumo
OTMETHUTh, YTO HAOJIOZaeMoe HAMU pacIIipelesieHre
JIleTell TI0 MOJIy He OTpaskaeT JaHHOe COOTHOIIeHUE B
HOMYJIAINN, TaK KaK 3a KOHCYJIbTaIuel o0paIainch
TOJBKO J€TH, HAXOAWBIIINECS HA TOCIUTAJIUIAIIAU B
PIKB.

Bcero mamu mpoBeneHO MeAUKO-TEHETUUYECKOEe
KoHcyabTupoBauue 24 cemeii ¢c CCP u mpoaHausupo-
BaHbI 18 ncropuii 60Jie3Helt OOJIbHBIX, paHee HAaOI0-
mapiuxcs B PIIKB.

MeTOI[I/IKa O6CJIe,Z[OBaHI/IH BKJIIOUaJa:

° c60p AJAaHHBIX aHaMHe3a OCHOBHOI'O 3&6OJIeBaHI/IH,
BRKJIIOYadA CeMefIHLIﬁ, C aHaAJM30M CKOPOCTH pocTa C MOMEH-
Ta POXKIAECHUA O MOMEHTa 06pa1HeHI/IH;

® OII€HKa pocTa 1 CKOPOCTH pocTa, nponopunfl TeJia,

e ompejeieHre OMOJOTUUECKOTo («KOCTHOT0») BO3pac-
Ta (KB);

e 1cciieloBaHMe 0a3aJbHOTO YPOBHS MHCYJMHOIIOL00-
HOTO (haKTopa pocta 1 (unu comaromenuua C, UPP1);

e IpOBeleHNE MeJUKAaMEeHTO3HBIX CTAHAAPTHBIX TECTOB
¢ KJIohe IMHOM 1 HAKOMOM JJI51 OIleHKY pe3epBOB runodusaa
B cekpenuu comatorponroro ropmona (CTT);

e cTaHAAapPTHOE 00cjiefoBaHUe IJIA BBIABIEHUA HambO-
Jiee PaCIpPOCTPAaHEHHBIX COMAaTUYECKUX 3a0oJsieBaHM [6];

® 'eHeTHUYeCKMre MeTOAbI JUMAarHOCTUKHN, BKJIOYaA IIUTO-
reHeTUYeCcKoe MCCJIeoBaHue II0 CTaHAapPTHOU MeToauKe [7].

Hnsa onpeneneHus OSHOPOIUTEIBCKON MaTePUHCKOM
OUCOMHUM XPOMOCOMBI 7 IIPOBEAEH MUKPOCATEJJIUTHBIN
aHaJIN3 JIOKYCOB KPUTHUYECKHUX paiioHoB D7S2202 (7pl11.2)
u D7S1824 (7q31) B 10 cembax. AHaiu3 IPOBEEH CTaH-
naptabiM MetozoM IIIIP ¢ mocnexyromieir Busyanusamuein
MIPOAYKTOB peakIuu OKPacKoil HuTpaTom cepebpa [8, 9].

IIJIH aHajmu3sa aJIJIeJIL'CHeLII/I(I)I/I‘IeCROI‘O MeTUuJIrupoBa-
Hua rema IGF2 mpoBoauiau MyJIbTUJIOKYCHYIO METHUIUYB-

creuteabuyio [IIIP (MY-IIIIP) ¢ nmocaenyrorieii OKpacKoi
IPOAYKTOB peakuu HUTpaToMm cepedpa [10].

JHaHHbIe KJIMHUYECKOrO aHan3a W Pe3yJbTaThbl
obcenoBaHUs HpuUBeAeHbl B Tabaume. Ha pucymke
npeacrasieH pedeHok ¢ CCP.

OpHuM M3 IIaTOTHOMOHWYHBIX npusHakoB CCP
SABJISIETCA MaJbIil VI JAHHOTO CPOKAa recTaliu Bec
pebeHKa IpU POKAEHUH U TPUMOPANAIbHBIN HAHN3M
[1]. Manbiii Bec IpU POKAEHUU ObLI BBISBJIEH B 38
cayuaax (90%), mpu atom 12 (32%) mereii poxu-
JUCh HeJNOHOIIeHHBIMU, 26 (68%) — MOHOIIIEHHBI-
mu. [focToBepHO HU3KAA AJUHA Teja IIPU POKAEHUUN
onL1a BeiABIeHA Y 23 (55% ) mereit, y 19 (45% ) mereit
3aJlep;KKa pocTa OTMeuajach C IIEPBOTO I'ojia JKU3HMU.
Cienyer OTMETUTDH, UTO OIleHKa IIapamMeTpPOB (DU3U-
YECKOTO PAa3BUTUA IPU POKIEHUU IIPOBOAUJIACH C
TOMOIIBIO IEeHTUJIBHBIX TaOJUI] (U3UUECKOTO pas-
BUTHUSA HOBOPOKAeHHBIX (JI.O. JIroOueHKO U COaBT.,
1967), B KOTOPBIX YUYUTHIBAETCA HE TOJBKO (aKT
maJgioro Beca (mernee 2500 r) u/mau pocra (MmeHee 45
CM) IPU POKJIEHUU, HO M COOTBETCTBUE ITOTO IIapa-
MeTpa CpPOKy recranuu. Takum o6pas3oM, TOCTOBEPHO
HUBKUMU MAacCO U JJIUHON Tejia TP POKACHUU CUM-
TAJINCh TIOKAB3ATeJN HUKe 3-T0 IeHTUISA JJIA JaHHOTO
CPOKa recranuu. OTUM MOYKHO OOBSACHUTL OTHOCH-
TEJbHO HUBKUU MPOIEHT BBISABICHUSA IPUMOPIUATD-
HOro HaHM3Ma y 00cieJOBaHHBIX JeTel, OQHAKO, eCJIU
He IPUHUMATh BO BHUMAaHUE JaHHOE YCJIOBUE, TO Jac-
TOTA IPUMOPAUAILHOTO Hauu3Ma cocrasuaa 100% .

Y Bcex o0ciiemoBaHHBIX JAeTel 3aJep:KKa pocTa
Ha MOMEHT ocMoTpa Obuia Hmke —2 SDS (standard
deviation score mau Ko3(PUIIMEHT CTAHIAPTHOTO
OTKJIOHeHUS, PACCUUTHIBAEMbII AJIS OIeHKU OTINYUS
HCCJIeyeMOoro mapaMeTpa OT CpeIHUX sHaueHui) [6].

Y 21 (87,5%) us 24 mereit oTMeUYasioch IIPOIIOP-
IUOHAJIBHOE TEeJIOCTOKEeHUe, OIleHuBaeMoe HaMU II0
U3MEPEeHUI0 pasMaxa PyK M COOTBETCTBUIO JAHHOTO
moKasaTeJis pocTy pebeHka [6].

HJIH BBISABJIEHUA aCUMMETPHUU TeJia IIPOBOAUJIN M3Me-
peHue ciuaegyromnx ImoKasaTeJen: paccrodaHue OT cpen-
HEKJIIOUNYHON JHUHUN ao Cpe,E[I/IHHOfI JIMHUM Ha YPOBHE

Pucynok. Buerauit Bug peéerxa ¢ CCP.
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Tabauuya

Yacrora BCTpedyaeMOCTH MPU3HAKOB CcCp cpean Bcex 0o0CJIeTOBAHHBIX U B BI)IﬁOpRe IIaIUeHTOB IJIA
MOJIERYJIAPHO-TEHETUYECKOI'0O UCCJIeJOBAHUA

YacroTa BCTpeuaeMOCTH IPU3HAKA

BBIOODPKA /IS MOJIEKYJISAPHO-

Hccnenyembie mpusHaKky BCe 00CJIefJOBaHHbBIE TeHeTUYEeCKOI'0 AQHHBIC
(n=42) WCCJIeIOBAHUA JIHTFgag’pH
(n=10) >
JlaHHBIe aHAMHE3a
MaJiblil Bec Ipu POKIeHUN 38/90%* 8/80 94%
ITpumoparaIbHBINA HAHU3M 23/55 8/80 —
ITocTHaTambHAA 3aePrKKa pOcTa 42/100 10/100 100%
IIpo6yieMsl ¢ MUTAaHUEM 21/50 7/70 56%
ITo3gHee 3aKPHITHE POJHUUIKOB 11/26 5/50 18%
DeHOTUIINIECKHE 0COOEHHOCTH
OTHOCHUTeJIbHAS MaKpoIedaans 30/71 10/100 64%
Bricrynarormue 100HBIE OYIDHL 28/67 10/100 65%
OTTOIBIPpEHHBIE YITIN 25/59,5 7/70 53%
JITMHHBIE PEeCHUIIHI 22/52 6/60
TpeyroyabHoe JTUIO 36/86 10/100 83%
T'unomiasmust HUMKHEN YeTI0CTH 25/59,5 10/100 33%
Ony1ieHHBIE BHU3 YTOJIKY PTA 29/69 7/70 74%
ToHKMe TyObI 26/62 7/70 -
Bricokoe HEOO 12/28,5 8/80 —
HenpaBuibHbIN pocT 3y60B 10/24 5/50 -
KaunomaxkTunus 42/100 10/100 80%
KamnrogaxkTuins 8/19 2/20 —
AcumMeTrpus Teaa 32/76 10/100 74%
Cunpaxtuiaus II-I11 nanemnes cron 8/19 2/20 —
IInrMeHTHBIE IATHA HA KOXKe / IATHA 6/14 0/0 _
mBeTa «Kode ¢ MOJIOKOM »
AHomanuu CTpOeHUA TeHUTAInMN / 9/21 3/30 _

HeIOpa3BUTHE TeHUTATUNI

ITaTo10TMsI BHYyTPEHHUX OPTaHOB

IToueuHsblit TYOyIAPHBINA allUI03,

obmeHHas HedponaTusa 15/36 >/ _
ITaTosorusa sxeyryJOUHO-KUIIeTHOTO 28/67 7/70 -
TpakTa

Ilarosnorusa cepaiia, HapyIeHue 29/69 6/60 -

pUTMa U IPOBOIUMOCTH

PeHTrenosornuecKkne 0CO0€HHOCTH KOCTHOM CHCTEMBI

ITobGaBouHbIe IACTHBIE KOCTU / 2/5 0/0 _
TIICEeBA0STIN(PU3HL
T'unoniasus gasanr 10/24 5/50 —
JuycaoKanus JJOKTEeBOT0 CycTaBa 4/9,5 2/20 —
Hucnaorkamnusa 6enpa (TazodbegpeHHOTO 5/12 1/10 _
cycraBa)
KocTtusrit Bogpacr:

3aepIKKa 25/59,5 _

ornepexKeHune 4/9,5 10/100

COOTBETCTBUE IACIIOPTHOMY 11/26
OcTeornopos 3/7 1/10 —

T'opMoHaabpHBIH NPOPUIB
Hedurur CTT 5/12
Asuwrit fedunur CTT 2/5 2/20 -
Yacruunbrii gepunur CTT 3/7
Hedpunur UPP1 7/17 1/10 -
Jlpyrue npusHaku

3aZiepKKa ICUXOMOTOPHOI'O 20/48 3/30 _

pas3BUTUA

*B ypcauresie — abC. YMCJI0, B 3HAMEHAT

ene — % .
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COCKOB, PAacCTOAHUE OT yIJa JIONATKU IO CPEeIWHHON II03-
BOHOYHOW JUHUM, IIUPUHA U AJUHA JAaJOHU, IJIUHA IIPeN-
Jeybs, IJieva, PyKH B I1€JIOM, CTOIIbI, TOJIeHH, Oeapa, HOT’
B IIeJIOM, O00XBAT ILTedYa, Oepa Ha yPOBHE cpeaHell TpeTu
AJINHBI. OI.IeHI/IBaJII/I paciogoxKenne AroJuYHbIX CKJIAaIoK,
KOJIEHHBIX CI'M0OB Ha OJHOM YPOBHE.

Temurumnonnasus Oblia BeisiBiaeHA y 32 (76%)
mereit us 42 u'y 20 (83% ) mereit us 24, 0CMOTPEHHBIX
JIMYHO HaMu Ha Kadeape.

Cpenu 20 gmereit y 10 (50% ) BbIABJIEHA JI€BOCTO-
poHHsAA remurumnomaasud, v 10 (50% ) — mpasocTo-
POHHAA reMUTunoIIasud. TakuM o6pasoM, COOTHO-
IIeHne yUYacTusA JeBOM 1 IIPaBoii CTOPOH B (DOPMUPO-
BaHUU aCUMMETPUU Teja coctaBuyo 1:1.

CiegyeT OTMETUTH, UTO OII€HKA JIEBOCTOPOHHEH
TeMUTHUIIONIA3UN B OOJIBIITMHCTBE CIyUYaeB MPOBOIU-
Jach C YUYETOM HAJIUUYUSA JPYTUX MUHUMAJIbHBIX A1a-
rHocTuuecKkux mpusHakoB CCP, Tak KaK IpeBhIIIIeHTe
pasHuIbl IMOKasareseil Ha 1—5 MM II0 CpaBHEHHIO C
(busuoIOTUYECKUMY HOPMATHUBHBIMU ITOKA3aTeIAMU
He ABJIAETCA JOCTOBEPHBIM NOKAa3aTeJIbCTBOM HAJIU-
Y1 aCUMMETPUU CKeseTa. BmecTe ¢ TeM oTMeueHHAA
HaMU IPAaBOCTOPOHHAA remurunomnnasua y 10 gerei
(24% or Bcex obciemoBaHHBIX 1 50% OT IAIEHTOB C
acuMMeTpuell CKeJieTa), SBIASIOIMMUCS IPaBIIaMu C
POKIEHUS, MOMKET CUNTATHCA NCTUHHOM.

Omenka Takux KauvecTBeHHBIX mpusHakoB CCP,
KaK «TPeyTroJbHOE JIUI0», « MAJIEHbKIII IIOA00POIOK » ,
TaKIKe MOJKET COIIPOBOKIATHCS TPYIHOCTAMU B OCTO-
BepPHOII OlleHKe UX HaJINYUSA WJIU OTCYyTCTBUSI. Popma
JINIIA OIIEHUBAJIACh BU3YAJIbHO, U BbIABJICHUE TaHHOTO
npusHaKa ObLIO 00YCJIOBJIEHO He NCTUHHBIM yBeJInue-
HUEeM OKDPYKHOCTH I'0JIOBBI, 8 0COOEHHOCTHIO CTPOCHUS
yeperia ¥ TaK HAa3bIBa€MbIM OTHOCUTEJIHLHBIM IIPeoda-
TaHMeM MO3TOBOIT YaCTH uepera Hajl JUIeBOIi.

Pasnauunsie HecenupuyecKkue n3MeHEHUA KOCT-
HO-MBIIIIEYHOM CHCTEMBI OTMEYaJuCh JOCTATOY-
HO yacto — B 30% cayuaes. Haubosee uacTo HaMu
BBIABJIAINCH AedopMaIuu CTOIl (IPOI0JIbHOe U ToIIe-
peuHoOe IIJIOCKOCTOIIME, ILJIOCKOBAJBIYCHBIE CTOIIBI),
Iedopmaruu rpyAuHL (BOPOHKOOOpasHasa medopMma-
Us) U CKOJINO3.

Co CTOpPOHBI CEPIEUYHO-COCYAUCTON CHUCTEMBI B
60% cayuaeB BHISBJIEHBI HAPYIIEHUA PUTMA U DJIEKT-
POTIPOBOAMMOCTHY B BUJE€ CUHYCOBBIX apUTMUI, 9KTO-
MUYEeCKOTO PUTMa, HaAPYIIeHUs MTPOBOIUMOCTH TIO
MUOKAPAY KeJIYJOUYKOB, HEIMOJHBIX OJIOKal HOKEK
myuka ['mca, ykopoueHus mHTepBana PQ; 9XOKT-
IPUBHAKU IIpOJIalicCAa MUTPAJBHOTO (4 mamueHTa) U
TpeXCTBOPUYATOTO (OMH MMAIMeHT) KJIalaHoB.

Crenmyer OTMETUTH BHICOKYIO UACTOTY U3MEHEHU I
CO CTOPOHBI KeJyNOYHO-KuIimeuHoro tpaxra (60%
obcsiemoBaHHbBIX). IIpu 5TOM CTemeHb BBIABIEHHBIX
HapPyIIeHnu CUJIbHO BAapPbUPOBAJA: OT HE3HAUUTEJb-
HBIX (PYHKIIMOHAJBHBIX IIPOSBJIEHUN — TUCKUHE3UU
JKeJUEBBIBOIAIINX MyTell 40 TaKOil cephbe3Hoil maTo-
Joruu, kax rematut C y 2 mamueHToB.

B 45% cayuaeB oOHapysKeHbl pa3JIMUHbIE AHO-
MaJIM1 CO CTOPOHBI ImoueK. Kpome oOMeHHOI Hedpo-

maTuu, y 2 gereil ObLIN BbISIBJICHBI IIOPOKU PA3BUTHUS
IIOYeK U YaIlleUHO-JIOXAHOUHON CUCTEMbI: [IMEeI09KTa-
3usa (oauH 00JBHOM) U AWCIJIACTUYHBIE TIOUKH C POTa-
uel 1 yABOEHUEM C OJTHOI CTOPOHBI (0JMH GOJILHOIT).

ITpu mposemenuu MPT rosoBHOro mosra Oblia
BBISIBJIEHA CJIEAYIOIAsl IIATOJIOTHSA: AaHOMAJUSA
Apsoabma—Kwuapu (oAuH ©DanMeHT), TUIIOILIA3USI
runopusa (2 manueHTa) ¥ MUKpoageHoMa rumodusa
(ooVH MmAI[MeHT C YaCTUYHON COMAaTOTPOIIHOM Hemo-
CTaTOYHOCTBIO).

OOmuii TOPMOHATBHBIN CTATyC NPAKTUYECKU Y
BCeX IeTel ObLI B Ipegesax HOPMBI, y 2 HaIlMeHTOB
(5% ) ObLa BBIABJIEHA TUIEPIPOJIAKTUHEMUS.

IIpu npoBemeHuu (HapMaKOJIOTUUECKUX CTUMY-
nanuoHHbIX mpob geduiiur CTT ObL1 BBIABIEH y 7
(17%) mereit us 42. Ilpu aTom y 3 mereii (2 MaabuuKa
U OfHA MeBOUYKA) ompenensancsa AsHbii gepurut CTT
(Be16poc CTT menee 7 Hr/mi), vy 4 gereii (3 MaabuuKa
¥ OfHAa IeBOUYKa) — uacTuuHad HemoctaTounocts CTT
(Br16poc CTT ot 7 mo 10 Hr/mMia). U atux 7 mereit y
5 ormeuanock orcraBanue KB or macmoprHOrO, y 2
nanueHToB KB cooTBerTcTBOBas macmopTHOMY. ¥ 2
nmereii ycraHoBieH aeduiut UPP1.

Ciemyer ormMeTuThb, uTo y 5 (12%) mereit us 42
BBIOPOC TOPMOHA POCTa MIPEBBIIIAT 25 HT'/MJI, UTO CBU-
merenbcTByeT o runepcekpenuu CTT, mpu sToM y Bcex
Iereil oTMeuasoch orcraBanue KB oT macmopTHOrO.

11 mamweHTaM II0 CTAHIAPTHBIM MOKa3aHUAM
OBLIIO IIPOBEIEHO ITMTOTeHEeTHUYEeCKOe HCCJIeIOBaHUe.
B 10 cayyasx BBIABJIEH HOPMAJbHBIA MY:KCKOu (6
MaJIbUYMKOB) U HOPMAJIbHBIA KeHCKUM (4 DEeBOUKM)
KapuoTUIIbI. Y OMHOTO MaJIbUMKA BBISABJIEH CJEIY-
omuin kapuorun: 46,XY (14ss, 15ph+, 16qh+,
21ss+), uTO paccMaTpuBaeTcCs KaK BapuUaHT HOPMBI
C XPOMOCOMHBIM mosimMopduamom. VI3 ocobeHHOCTEH
KJINHUYECKUX IIPOABIEHUN Y JaHHOTO pe6eHKa BhISIB-
JIEHbI IBYCTOPOHHUI KPUITOPXU3M, SIUCUHIPOM,
IPOJIATIC TPEXCTBOPUATOTO KJamaHa U (PajbII-Xopaa
B JIEBOM JKEJYJOUYKEe C IOAUYEPKHYTHIM IBUKEHUEM
XOpA MHUTPAJBHOTO KJamnaHa. I[Io (eHOTUIIHMUECKUM
npusHakaMm quarHo3 CCP He BBIBBIBAET COMHEHUIA.

YuuThiBasg B OCHOBHOM KaUECTBEHHYIO OII€HKY
npusHakoB npu CCP u HerAKenayi, KaK IIPaBUJIO,
KapTuHy 3a00JieBaHUs, TPYAHO YETKO CHOPMYJINPO-
BaTh KPpUTEpPUU OTOOPa MAIIMEHTOB IJIA HIPOBENEeHUA
MOJIEKYJIAPHO-TEHETUYECKOH JUAaTHOCTUKH.

TeMm He MeHee, B JUTePaType YKa3bIBAIOTCA OCO-
6ernoctu CCP mpu Tak Ha3BIBA€MBIX <«MATKON»
U «TAXKeJI0oW» (dopmax maHHOTO 3aboseBaHma [2].
Ormeueno, uto Hambosee uacto OPI[7 BbIABIAeTCA
npu Mmarkoii popme CCP [2].

HamMy «MATKOCTh» KJIMHUYECKUX IIPOSABJIEHUN
pacleHnBaJIach KaK OTCYTCTBME TSIMKEJBIX IIOPOKOB
PasBUTHUS BHYTPEHHUX OPraHOB, 4 TAKKe OTCYTCTBUE
medpunura CTT nmpu orueraumBom oTcraBanuu KB ot
nacmopTHOro (6osee 25-T0 IMEHTUIIA).

s mpoBemeHUS MOJIEKYJISIPHO-TEHETUYECKOTO
uccJenoBanusa Oblia chopMUpOBaHa BHIOOPKA 00Jb-
HBIX, B KoTopyio Bomiu 10 mereit m 15 pomuresneit
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(Bcero 10 cemeii). ¥ Bcex o0CJIeTOBAaHHBIX TPOBOIU-
JU MUKPOCATEJIIMTHBIN aHaams JIOKycoB D7S2202
u D7S1824 u MY-IIIIP paiiona IGF2. Hu y ogaoro
13 00CJIeJOBAHHBIX IAIIMEHTOB He ObLJIO BBISBJIEHO
OJTHOPOAUTEIBCKOI TMCOMUU XPOMOCOMEI 7 TI0 KCCJIe-
IyeMbIM paioHaM U HapYIIeHWs MeTUJIUPOBaAHUS
H19, uro, BEpOATHO, MOYKHO O0BACHUTL HEOOJIBIIINM
KOJIMYeCTBOM OOCJIeZJOBAHHBIX MAIMEHTOB, a B PAMIe
cJIyyaeB HAJUYNEM TOJHKO OJHOTO U3 POAUTEEH.

Takum o6pasoM, GbLIO MOKA3aHO, YTO UCTUHHBIHN
IPUMOPANAJIBLHBIN HAHU3M oTMeuaeTcsa B 55% cayua-
€B, TOTJa KaK, 10 JaHHBLIM JIUTEPATYPhI, 9TOT IPU3HAK
BCeT/la CUMUTAJICSA MUHUMAJBHBIM [AJsA IIOCTAHOBKU
auarsHosa. B aToii cBA3U caenyeT OTMETUTh, YTO IPU
cOope HaHHBIX aHAMHe3a HeOOXOIUMO YUUTHIBATH HE
TOJIBKO COOTBETCTBUE IJIMHEI TeJla JTaHHOMY I'eCTalu-
OHHOMY BO3PacTy, HO U caM (PaKT HEJOHOIIEHHOCTU
pebeHKa MU eTO POIKIEHUS C TapaMeTpaMu, OJIN3KU-
MU K HUKHEH rpaHuIle HOPMBI, UTO OBLIO BBIABJIEHO Y
OOJIBLIIIMHCTBA JeTel.

Bmecre ¢ TeM, BOIIPOC O BOBMOYKHOCTY KOJIUUECT-
BEHHOM OIIEHKM HEKOTOPBIX MAUATHOCTUUYECKU BaiK-
HbIX npusdHakoB CCP 1m0 cux mop ocTaeTcs HepelleH-
#HbIM. K TakuM mpusHaKaMm, OIeHKA KOTOPBIX HOCHUT
CYyO'BeKTUBHBINI XapaKTep, MOKHO OTHECTH, HaIlpU-
Mep, «TPeYroJbHOe JUI0» .

OTHOCHUTe/bHAA HECTIEITUMDUUHOCTD OOJIBIITUHCTBA
CUMIITOMOB, OoOHapysKuBaembrx mpu CCP, Tpebyer
0oJiee meTaNbHOI OLIEHKUW KajKJOoro IIPU3HAKa C BO3-
MOXKHOCTBIO BBIZIeJIEHUSA UX B KaueCcTBe MOKAa3aHUI
ILJIs1 HATTPaBJIeHNUSA IaIMeHTOB HA MOJIEKYJISIPHO-TeHe-
TUYECKOe MCCJIeT0OBaHIe.

BoisiBiieHre MPU3HAKOB, NPOTUBOIMOJIOMKHBIX
O0JKHIAaeMbIM, B YaCTHOCTH, omepe:kenus KB oTHocu-
TEJIHHO TACIOPTHOTO, TUKTyeT HEOOXOAMMOCTb Pas-
paboTKM U HMPUBJEUEHUS HOBBIX MOIAXOMOB K 00CJe-
MTOBAHUIO ITAI[MEHTOB, C IIOMOIILI0 KOTOPBIX MOIKHO
OBLIO ObI O0BACHUTE MexaHu3Mbl natoresesa CCP, u
paccMOTpeHUs HAa UX OCHOBE TTOKA3aHUM ITaTOTeHeTH -
YeCcKOU Tepanuu 3aepP:KKHU pocTa.
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PEDEPATDHI

VIAYYIIAETCA JIH MOHHTOPHHT TJIIOKO3bI KPOBH Y JJETEMH C JHABETOM 1-20 THIIA
ITEPE]] BUSHTOM K BPAYY?

I[env pabomuL — oyeHumMb wacmomy ce006aHUS PEKO-
MeHO0aUuUAM 6Paia 6 cemvax, z0e pebeHox cmpadaem caxap-
Hboim Ouabemom 1-20 muna (CJ1 ).

Y 72 0emeii 2-11 nem ¢ C/]1 npu wemuipex caedyouwux
Opye 3a Opyzom 6u3umax K 6payy Oblil UCTOLb308AHL O H-
Hble U3MePeHUll 2/lI0K03bl KPOBU € NOMOULbIO 2I0KOMempa
05 OUeHKU MOHUMOpUHza 2a0K03bL kKposu (MI'K) 3a 28
npedwecmayioujux Oneil.

Boanee wacmuiit MT'K accoyuuposaicsa ¢ Aydiuum KoH-
mpoaem eauxkemuu. IIpusepicenHocmb peKomeHnOAYUAM
epayua u wacmulit MT'K neped susumom K 6paiy ommeyeHul

MOAbKO Y OONbHbLX ¢ HUSKUM YPOBHEM 2AUKUPOBAHHOZO
2eM02100UHA.

Xopowo momueuposanHbvie podumenu, KOmMopvLe
wacmo usmepanu pebeHKYy YpO6eHb 2JI0OKO03bl, YEeLULUBa-
au yacmomy MT'K neped eusumom k apauy. [[o6agoyuHbie
Uu3Meperus Mo2ym npurecmu noav3y pebenKy, 0aeas 6pavy
Ooave 0aHHbLX 00 YpoBHe 2/lI0K03bl, H4 OCHOBE KOMOPbLX

cmpouJiucCov pe}comel—t@auuu.
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