CUHAPOM 3aMef/IEHNS POCTa /104a.
AKyLepckas TaKkTvka.
Y10 oXxm[aTh HEOHaTos1I0ry?

HukonaeHkoB WU.I1., 3amecTutenb AMpeKTopa no seyebHomn paborte
®IrbHY «HUN AIr'vP M. [1.0. OTTa>», K.M.H.

2023 rog,



C3PIM n MI'B

C3Pn

e [TIMI n/unn OX < 3-ro
NpoLUEHTUNS,

e [IMIM n/unn OX < 10-ro
NPOLEHTUNSA C HANIMYNEM
HapyLUEHNN MaTO4YHO-
NNaUeHTapHOro KpoBOTOKaA.

MI'B

MM n/munn OX ot 3 o 9 6e3
HapyLLUEHNN MAaTOYHO-
NAaLeHTapHOro KpoBOTOKa.




daKTopbl

pucka C3PIl1




MaTepuHcKmne pakTopbl pUCKa

CBsizaHHblIe C 6epeMeHHOCTbIO

bepemeHHoCTb nocne 3KO;

NHTEHCMBHas pusnyeckas
Harpy3ka (3,3);

AnuMeHTapHble aKTopbl;
C3PI1 B aHaMHe3e;

MepTBOpOXAEeHNE B
aHaMHe3e;

Yrpo3a npepbiBaHUS
6epeMeHHOCTN C 06UbHBIMU
KpoBoTeueHusiMu (2,6);

Al u Mpeaknamncus (2,3);

Hu3kas npnbaBka Beca
mMatepu (4,9);

Bo3penctene kodenna (1,9).

He cBsizaHHblIe C 6epeMeHHOCTbIO

BospacTt maTepu ctapue 35
(1,4), ctapuwe 40 (3,2);

OXupeHue;
KypeHue;

YnoTtpebneHne HapKoTUUYECKUX
NpenapaTos;

[MNepTeH3NBHbIE
3aboneBaHus;

Aucnunuaemus;

CaxapHbIn anaberT;
CocyancTtble 3aboneBaHus;
XpoHuyeckas 6onesHb Noyek;
A®DC (6,2).
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OTH NaHHbIEe OTPAaXalOT CMEPTHOCTH, UCUUCAeHHYIO npod. Cxkpo6GaHCKUM

Ha OCHOBe MaTepHana akKyliepCKuUX yupexneHui#t Jlenunrpapa, rpae oOuiasi ma-
TePHHCKasi CMEPTHOCThH paBHsieTcst 2,49/,. I1o ero maHubiM:

°la
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CMEepPTHOCTH OT 3360JIeBaHHH, CBHS&HHbIX c 6epemeﬁnocnﬂo e et () O
‘ 326071€BAHNH, HE CBSI3aHHLIX C 6EPEMEHHOCTHIO . . . . . 1,26



[1nayeHTapHble npuynHbl 3Pl

« HenpaBunbHoOe peMoAenMpoBaHNE CripasbHbIX
plcent MATOYHbIX apTEPUI B paHHME CPOKU BEPEMEHHOCTU;

Maternal artery

*  NHrmbuposaHune BbICBOOOXKAEHNS NpOTEa3s;

Maternal vein

 HapylweHne MaTouHO-NNaueHTapHoN nepdy3um
KpOBMU;

Amnion

Eaon: » PasBuTHE okcnMaaTUBHOIO CTpecca;

« [loBpexaeHne pacno3HaBaHus 6enkos 1P,
HapyLwweHue paboTbl elF2alpha, HenpaBunbHas
cbopka MPHK;

Umbilical
cord

Placenta 3
Umbilical cord

*  WHbapKTbl NnaueHTbl 1 oTNoXxeHus hdnbpuHa
NPMBOAST K 3MUreHETUYECKUM NEPECTPONKAM U
HapyLUEHUSIM SHAOKPUHHOM, TPAHCMOPTHOM,
MeTaboIM4YecKon 1 UMMYHONOMMYECKON PO
M/IALEHTBI.

Intervillous
space

Umbilical vein

Umbilical artery




[1naueHTapHble
Npu4nHbI 3Pl

Aencteune UMDP yepe3 panaMULUMHOBBIN curHanbHbI NyTb (AKT/mTOR);

MnaueHTapHble MMNOKCUSA-UHAYLMPOBAHHbIE N3MEHEHUS (KaK Ha BbICOTE
6onee 3100 M.):

HapyLueHne TpaHcnopTa aMUHOKUCIIOT, XXUPHbIX KUCIOT W FHOKO3bl;
Passutune nnaueHTapHoﬁ HEAQOCTATOYHOCTMU.




[ eHeTnyeckmne npuymnHbl 3Pl

XpPOMOCOMHbIE
aHOManuu

Tpucomusa 13, 18, 21

Tpucomnsa 16 (B T.4. B

nnaueHTe)

Monunnoupus

CTpyKTypHbIE
NepecTponKm

Mo3anyHble (OpMbI

Bapuauuun uncna

KOMum

dup(22)(g11.2)

del(X)(p22.3)

del(7)(q11.23)
(cuHapoM Bunbsimca-
BovpeHa)

MOHOIreHHble
3aboneBaHus

CuHapom KopHenuu
ae JlaHre

AxoHaponnasus

CuHapom CMmuTa-
Jlemnun-Onuua

CuHApoM HyHaH

CuHgpoMm Cekens

OpHopoauTenbcKas

ANCoMus

CnHppoM CunbBepa-
Paccena (upd(7)mat,
upd(11)mat)

CuHapom Temnna
(upd(14)mat)

TpaH3UTOPHBbIN
HeoHaTanbHbiM C[,

(upd(6)pat)



XPOMOCOMHbIe aHOMaNnu

> [lo 19% cnyyaes 3PIT (13 Hux okos1o 6% c/iyyaeB u30/mpoBarHHou 3Pf1)

Yucnosble CTpyKTYypHbIE

* Tpncomunsa 13, 18, 21  TpaHcnokaumu (B T.u.

» Tpycomms 16 — pO6eEPTCOHOBCKME)
OrpaHUYEHHbIN NNALEHTOM « [leneumn n aynankaumm
MO3auLU3M!

 KoJibLieBble XpOMOCOMbI
* Tpncommsa xpomocom 7-10

* TpU- U TeTpPanIoNang

« AHOMaIMN NOJIOBbIX
XPOMOCOM



Bctpeyaemoctb Tpucomum 16 (1:1,5% 6epeMmeHHocTeN)

Hepa3BuBaroLwjancs
6epeMeHHOCTb paHHero Cpoka MNpu nporpeccupytowien
(®rbHY HUM AP vmM. 1.0.0T1Ta, Pendina A. A, et al.
(2014) DOI 10.130%1108153&-0?1&?) =2 6epeMeHHOCTH (orsHy H""nAg"gT::)'
11% [ - 8 cnyyaes
HUMT — 3 cnyyas
orPA
Tpucomusa 16 y nnoaa (opHOpoAUTENbCKas
(eanHnyHbIE Cnyyan) ancomms)
[ L
3Pl PUCK pa3BuTuS
BIC ayYTOCOMHO-
wnocnagms peLEeCccMBHOIO
MAP: KopoTKas Lwes, BbICOKMW 106 n/unu 3a60/1€BaHNS NpK
3a0CTPEHHbBIN HOC HaMUMK MyTaumii B

CKeneTHO-MblLLeYHbIe HapyLleHus reHax



CuHapomM CunbBepa-Paccena
BCTpe4vaeMocTb:1/30 TbiC HOBOPOXAEHHbIX

« [eTeporeHHble MPUYNHbI —
rmnomMmeTunupoBaHune reHos 11p15 (no 60%),
ogHOpoOAUTENbCKas MaTepUHCKas ANCOMUS
no 7 xpomocome (ao 10%), okono 30%
HEN3BECTHbI.

« HapywaeTtcsa nmbo cuHte3s NdP2, nnbo
peuentopa MOP1 npn ancomumn, cHMXaeTcH
CTTl, oTMeyaeTca rmnepnpoiakTUHEMUS,
NPONCXOANT pPaHHee NMoJsI0BOE pas3BUTUE,
nporpeccupyet HTT go CA m
METaboNMUYECKNX HaPYLLEHWNN)

« C3PI1, HU3KOPOCNOCTb, Makpouedanus,
NNLO TPEYronibHOW hOpMbI, KNMHOAAKTUIINS,
MUrMEeHTHbIE MATHa Ha Lee.




Konbuesast xpomocoMa 18 (cuHapom CunbBepa-Paccena)

Manb4ynKk 4-x NeT ¢ HeaoCTaTOYHOCTbLIO POCTa
(NpeHaTanbHbIN 1 NOCTHAaTaNbHOW)

(2012) Silver-Russell Syndrome. In: Chen H. (eds) Atlas of Genetic Diagnosis and Counseling. Springer, New York, NY



OpnHopoaunTtensckas auncomms (OP/)

CuHapoM (KapnmkoBocTb) Paccena-CunbBepa

InUreHeTn4eckune
n3mMeHeHus B 50% cnyyaes
(noTepst METUNNPOBAHUS
y4acTKa OTLIOBCKOM
xpomocomsl 11), OP[] no
MaTEPUHCKOM XpoMOcoMe 7
B 10% cnyyaeB 1 pexe
ayTOCOMHO-AOMUHAHTHOE
NN ayTOCOMHO-
peueccmBHoe
HacneaoBaHue

3Pl c acMMMeTpuen avHbI
KOHEYHOCTEN, KOTopas
MOXeT 6bITb pe3y/ibTaToM
reMurmnoTpodun ¢
YMEHbLUEHNEM POCTa
NMOpa>XEHHOW CTOPOHbI,
KNMHOAAKTUINA NSTOro
Nanbua, TpeyrosbHoOe Nnuo
C LUMPOKUM N6OM 1 Y3KNM
noabopoAKOM, YMCTBEHHAs!
OTCTanocTb

YacrtoTta 1:100000, yawe
BCEr0 M30/IMPOBAHHbIE
cny4yam, no3Tomy
peuManBbl B CEMbE, Kak
npaBsuno, He HabnaaTCcs

MeToabl
pertekumn: SNP-
XMA, aHanu3
MeTUWINpoBaHUA




CuHppomMm CunbBepa-Paccena

(2012) Silver-Russell Syndrome. In: Chen H. (eds) Atlas of Genetic Diagnosis and Counseling. Springer, New York, NY



CuHapoM KopHenuu pe JlaHre

YacTo ren V31 nnoza [loCTHaTanbHblE
Ta NposiBNIEHNS]
- [npcyTnsm,
CMHO(pU3, BbICOKME
- 3Pl M.6. B 3-M BbIFHYTble 6poBH,
TpUMecTpe ONTMHHbIE peCHUUbI,
1:100 NIPBL, - Pepykums KOPOTKMI HOC,
.O- SMCIA, BEPXHUX BbIBEPHYTbIE HO34PU U
10000 HDACS, KOHEYHOCTEN ap.
0 SMC3, | - Mukpouedanus - AyTuctunyeckume
RADZ21 - AMXK/4AMIr yepThl
- Tvnonnasusa - AnchyHkuma XKKT,
reHnTanmm TYroyxocCTb,
MWOMKUS,
KPUNTOPXN3M




CUHApOM
KopHenuu pe
J1aHre

* KnuMHuyeckasa KapTuHa:
MUKpobpaxuuedanns, 3aHMmKeHHas NNHUS
pOCTa BOJI0C, TOHKME cpoclumecs 6posu,
LUMpPOKas 3anasLuas NepeHocmua, MUKpOreHus,
HWU3KOPOCNOCTb, BO3MOXHbl BPOXXAEHHbIE
nopoku (BrC, moyenonosble aHOManuu,
NUNOPOCTEHO3, AnadparMasibHas rpbka).

» Okono 50% onuncaHHbIX CrlydaeB CBA3aHO C
Aedexktamm B reHe NIPBL, koaunpytoweM 6enok
aenarruH (5p13.2). KoresuHbl urpatot
Ba)KHENLLYIO pPO/ib B NPOLECCE KIIETOYHOMO
aenerHns. OHM pacnonararoTcs BHYTpU
XPOMOCOMBI, CLENNSAS N YAEPXNBas Mexay
cobon aBe CECTPUHCKME XPOMAaTUAbI.




CuHapoM Cmuta-Jiemnn-Onuua

YacTto
T3 [eH Y3W nnoaa [locTHaTanbHbIE NPOSBAEHUS
- Mwukpouepanud o
pouied - Y3Kknun nob, anukKaHT, NTO3,
1:200 - AHomanum Mo3ra MUKPOrHaTUS
' DHCR - [Manatocxusnc !
00- HU3KOMOCAaXXeHHbIE yLwKn U ap.
/ - AHOManuu cepaua
40000 - [MnoToHus, xonecras,
- ['vnocnaaus KaTapaKTa u a
- [lonn- n cMHaakTUnInA P P-

3aborneBaHne CBA3aHO C reHeTn4eckumM gedektom obmeHa
xonecrtepuHa. BosHukaet npu mytaumm reHa DHCR7 B 11-1
Xpomocome, B Jfiokyce 11q12-g13. Knoyeson mexaHnsm — gedpuumuTt
XornecTepuHa.




CMHAPOM

i

ryHaH

NmeeTca cxoacTBo ¢ 60ne3Hbio
LLlepelueBckoro-TepHepa, HO BCTpevaeTcd
y N1y obomnx NonoB 1 HE COMPOBOXOAETCS
N3MEHEHNEM KONMYECTBa XPOMOCOM.
[MpyymHa — HapyLeHne cuHTe3a berka-
perynsatopa KrneTo4YHoro oTBeTa Ha
BHELUHME CTUMYIbI.

YacTtoTa [eH Y3W nnoaa [locTHaTanbHbIE NPOSBAEHUS
- YBenwuyeHwue TBI1, - JlnueBble MMKpPOAHOMaIUK
PTPN11, SOS1, RAF1, numdaTmnyeckme - Husknn poct
1:1000-2000 RIT1, KRAS, BRAE aHoOManuu - BapuabenbHbin cheHoTUN
' LZTR1, MAPZK1, NRAS - vapoHedpos - IOBEHW/bHas
U ap. - BIP (JIC, KM, MWenoMoHounTapHas

AMXKI)

NENKEMNS, METAXOHAPOMATO3




AxoHAaponasus

YacTtoTa [eH Y31 nnopaa [locTHaTanbHblE NPOSABNEHUA
- KopoTkne KOHEeYHOCTU U - 'vnoToHuA
pusomenust - Ob6CTpYKTUBHOE anHo3
- Makpouedanus - OAMchyHKUMA cpeaHero
1:26000- - PeTpy3us cpeaHen yactu yxa
28000 | 13 mua - Kudos
- ManeHbkasl rpyaHas knetka | - KpaHuouepBuKasbHbI
- YacTo gnarHoctmpyeTtcs B CTEHO3
3-M TpUMecTpe

[eHeTn4eckn obycnoBneHHas ancTpodums anndn3apHbIX XpsLLEN.
[MpnynHon pa3BuTUA 3aboneBaHuns aengaetca mytaums reHa FGFR3.
3aborneBaHne KOCTen, pacTywmx No aHXoHAPanLHOMYy TUNy




CuHapoM Cekkend

an;TO [eH Y3W nnoaa [locTHaTanbHbIE NPOSBAEHUS
-Hu3kopocnocTb
- MUKpouedanus,
ATR - NpexaeBpeMeHHoe
RBBPCENP] 3aKpbITNE YeperHbiX LWBOB
CEP15 (KpaHMOCUHOCTO3),
1:100 - Mwukpouedanus -YMCTBEHHas OTCTaNIOCTb,
CEP63 NIN
00 DNA2 - 3BYP - XapaKTepHble 4epTbl Nmua C
NSMCE2 ytaMu,
KSIIOBOBMAHBLIM HOCOM C
YTONLUEHHbIM KOHYMKOM WU
MUKpPOrHaTUen

10 KIMHUYECKNX TUNOB, CBSA3aHbl C pa3HbiMy MyTauusamun. NeH ATR kogupyeT 6enok, KoTopbin ABNSieTcH
BaXXHENLLMM perynatopomM reHoOMHOW LeNOCTHOCTU, OH KOHTPONMPYET N KOOPAUHUPYET pensimkauuo m
penapauuto OHK. N'eH CENPJ kogmpyeT LeHTPOCOMHbIN BENOK ¢ npeanonaraemMon posibo B perynsuum cbopku u
3apoxageHnsa mukpoTpybouek. leH TRAIP kogupyeTt 6enok, KoTopbIn CBA3aH C npoueccaMmn anonTosa.



INMUreHeTnKa

« O6pas Xu3HW poauTenen Ao U Bo BpeMst 6epeMeHHOCT, BK/IOYAs MUTAHUE
MaTepu, CTPECC poauTenen, U3MeHeHe KnuMmaTta, NaHaeMUU, BO3AENCTBUE
ankorons, Tabaka, BEWECTB, Bbi3blBAOLIMX MPUBbIKAHUE, 3arpsi3HUTENEN U
APYrnX TOKCMHOB OKPY>KaloLLIen Cpebl, @ Takke MUKpPobnoTa

* B KOHTEKCTe anureHeTn4YecKnx MexaHn3MoB 1 PaKTOPOB, BCE NnepeyvmncrieHHoe
CBA3aHO C BapuauusaMKM 3KCMpPeccum reHoma nnoga, HanpuMmep, nocpeacrtsoM
MUKPOPHK

« KoHueHTpauus TpodobnactHbix MUKpOPHK yBennumMBaeTcs B rnnasme XeHuwmH
npn 6epeMeHHOCTAX, OC/TOXXHEHHBIX 3a€PXXKOWN pOCTa nnoaa



« PexoMeHz0BaHO poaopa3pelleHne B 36-38 Hepenb 6epeMeHHOCTN B
cnydasx bipaxeHHou 3Pl ¢ MMI1 < 3-ro npoueHTUNa B cny4dasx

OTCYTCTBUS HApYyLUeHM aonnieporpadnyeckmnx nokasaTenen u
MafI0BOAMS.

« PekomMeHa0BaHO poaopa3pelieHne B 34-37 Hepenb 6epeMeHHOCTU B
cny4daax 3Pl ¢ HeBbIpaXXeHHbIM HapyLLUeHUaMn gonnneporpapuyeckmx
noka3sartenen (nosbilieHne M B apTepusx MynoBUHbI UM MAaTOYHbIX
apTepusix unu cHmkenme LMNO), manosoaue.

« PekoMeHZ10BaHO poaopa3pellueHne B 32-34 Hepenn 6epeMeHHOCTU B
cnydasax 3PI1 ¢ HyneBbIM AMACTONIMYECKMM KPOBOTOKOM B apTepum
NYMOBUHBI.



« PekoMeHaoBaHO poaopaspewieHmne B 30-32 Hepgenu
6epemMeHHOCTM B ciy4vasix 3Pl ¢ peBepCHbIM ANACTONTMYECKNM
KPOBOTOKOM B apTepun MyrnoBUHbI.

« PekoMeHAOBaHO poaopaspelleHue B 26-30 Hegenu
6epemMeHHOCTM B cnyyasx 3Pl ¢ HapylleHnsaMM KpoBOTOKa B
BEHO3HOM MPOTOKE.

* PekoMeHA0BaHO pellaTb BONPOC O poaopa3peLlleHnn Ha
NnepuHaTasbHOM KOHCUIMYME NOC/Ne pa3bACHEHUA poanuTenam
BbICOKOIr0O pUcka MnaaeH4eckomn 3aboneBaeMoctm n CMEPTHOCTU
B.CpOKax Ao 26 Heaenb 6epeMeHHOCTH.



[lpy aHansze KiImHUYeckux
pexkomergauymi 2022 roga Ha Boripoc:
«YEM JIeYUTH ?», JAETCSH OTBET TOJIbKO O
TOM, YEM JICYUTHb HE HY)KHO C BbICOKOM
4071ev BEPOSTHOCTH. OAHAKO Takux
UCKJTIOYEHMI MOXXHO MEPEYUCITISTh
6ECYNCIIEHHOE KOJTNYECTBO, XOTh BECH
CripaBoYHUK MalLLlKOBCKOIO.

[lepcnekTnBHOE HanpaBJ/iIEHUE:
AMHUOUHPY3MS
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HumaHue!!!




